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Sunshine Genetics Tier 1 Gene - Condition List 
Derived from the Bridges-NBS Condition List, Excluding G6PD Deficiency 

 

Clinical Area Disease Area Condition Gene Inheritance Mechanism Clinician ACT Sheet Family ACT Sheet 

 

Cardiac disorders 

 

Congenital heart disease 

 

DiGeorge Syndrome 

 

22q11.2 region 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Endocrine disorders Adrenal disorders 
AAAS-related achalasia, alacrima, and adrenal 

insufficiency spectrum disorder 
AAAS AR Loss of function Clinician ACT Sheet Family ACT Sheet 

 

Cardiac disorders 

 

Generalized arterial calcification of infancy 

 

ABCC6-related pseudoxanthoma elasticum 

spectrum disorder 

 

ABCC6 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 
Congenital hyperinsulinism, neonatal diabetes 

mellitus, and pancreatic beta cell disorders 

 

ABCC8-related hyperinsulinemic hypoglycemia 

 

ABCC8 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 
Congenital hyperinsulinism, neonatal diabetes 

mellitus, and pancreatic beta cell disorders 

 

ABCC8-related neonatal diabetes 

 

ABCC8 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Neurologic 

disorders 

 

Disorder of peroxisomal fatty acid oxidation 

 

ABCD1-related adrenoleukodystrophy 

 

ABCD1 

 

XL 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of cobalamin metabolism 
ABCD4-related methylmalonic aciduria and 

homocystinuria, cblJ type 

 

ABCD4 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

Disorders of complex I subunits and assembly 

factors 

ACAD9-related acyl-CoA dehydrogenase 9 

deficiency 

 

ACAD9 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of mitochondrial fatty acid oxidation 
ACADM-related medium-chain acyl-CoA 

dehydrogenase deficiency 

 

ACADM 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of mitochondrial fatty acid oxidation 
ACADVL-related very long-chain acyl-CoA 

dehydrogenase deficiency 

 

ACADVL 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of ketone body metabolism 
ACAT1-related alpha-methylacetoacetic 

aciduria 

 

ACAT1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Bone marrow failure syndromes 

 

ACD-related telomere biology disorder 

 

ACD 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Type 1 interferonopathies 
ACP5-related skeletal dysplasia with immune 

dysregulation 

 

ACP5 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Cardiac disorders 

 

Smooth muscle dysfunction 
ACTA2-related thoracic aortic aneurysm and 

smooth muscle dysfunction spectrum 

 

ACTA2 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Gastrointestinal 

disorders 

 

Functional bowel disorders 

 

ACTG2-related visceral myopathy 

 

ACTG2 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/1LV1_gt1yVBGAZXkSrlrNJXTsJXTHuqCs/view?usp=drivesdk
https://drive.google.com/file/d/1neVmpZHzWDxWQBSSU4d-k5m5t6UsKA-G/view?usp=drivesdk
https://drive.google.com/file/d/1TgOqb9oDZufO-GEHNBYvhAHTS0qR2k0V/view
https://drive.google.com/file/d/1f9Wn5zZeP0uF2jcWHlGp_wQHLC7g-BdI/view
https://drive.google.com/file/d/1TgOqb9oDZufO-GEHNBYvhAHTS0qR2k0V/view?usp=drivesdk
https://drive.google.com/file/d/1f9Wn5zZeP0uF2jcWHlGp_wQHLC7g-BdI/view?usp=drivesdk
https://drive.google.com/file/d/1kyAKZwLvffAswCkJOYN4q4-dcqj7NM80/view?usp=drivesdk
https://drive.google.com/file/d/1pFFqygoCch2GxmXXmGD6Hv-ypdQda7fK/view?usp=drivesdk
https://drive.google.com/file/d/14aiKNwuki-IhONzIL0XB9VEPrNIBFvcS/view?usp=drivesdk
https://drive.google.com/file/d/1JVj5WxnhCbbdufrxfUuc6wS-PSiKinit/view?usp=drivesdk
https://drive.google.com/file/d/1ZhD2ZVgce1J1sko3Igl8rPvq7Sqi0KDk/view?usp=drivesdk
https://drive.google.com/file/d/1K2L3ULqLLnQkjFWMnQ_9Hle2tigWvOzC/view?usp=drivesdk
https://drive.google.com/file/d/1QAmYrXr941BYrp4nnpXQ-zaua082Ijxw/view?usp=drivesdk
https://drive.google.com/file/d/1mZnkMVrwtpYqjbSY4W_vSL7oDoN8kvk4/view?usp=drivesdk
https://drive.google.com/file/d/1NtlgRvDcfhoIbDRfyST4ZCkiAAarnEvT/view?usp=drivesdk
https://drive.google.com/file/d/1LeNraVoczmCUfKmmyYUHo7AvouhG9WJ6/view?usp=drivesdk
https://drive.google.com/file/d/1vbiQ3sVJ18MmJruJ6da4LjfsJ7RjhioD/view?usp=drivesdk
https://drive.google.com/file/d/1alKEcIDDlbLAE_YUXzyhUb9CCGAdxLVq/view?usp=drivesdk
https://drive.google.com/file/d/1V-emp7YQ9eyXpaX1i6CwhwgsFn6z9wC9/view?usp=drivesdk
https://drive.google.com/file/d/1knt4odH4jJKrXddrlqycB_ggofE0qetG/view?usp=drivesdk
https://drive.google.com/file/d/1wyjVRPp8aHK65rFS3iGm_gBAAah1A1pV/view?usp=drivesdk
https://drive.google.com/file/d/128Qv835tyNdQLCokYdOkQIJenJHI49fc/view?usp=drivesdk
https://drive.google.com/file/d/14dPeKTN0cN6lI75lsDiCBOhNSlFJCk6_/view?usp=drivesdk
https://drive.google.com/file/d/1C6JZxFYGVzGc3cfTih9YaDUab6kUgXlz/view?usp=drivesdk
https://drive.google.com/file/d/1BkO0_JFt6I1sNfgkrGKjx_JBwCkxBH_C/view?usp=drivesdk
https://drive.google.com/file/d/1U0oq9L-OISezTTq90PqY-lwWbbJUgH5Q/view?usp=drivesdk
https://drive.google.com/file/d/1EpldUVvY0B0Du6vqfrQhqoQelIq9JXPU/view?usp=drivesdk
https://drive.google.com/file/d/1s436lpe7O9mWzvvtg2FNuxRcUJ0f_Ssg/view?usp=drivesdk
https://drive.google.com/file/d/1KaRVBn1sUztZyixX6jFH5SbTxFCoREIt/view?usp=drivesdk
https://drive.google.com/file/d/1w2muqfPt4NBLL9LwpwFSpDKzoSKFSRp9/view?usp=drivesdk
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Clinical Area Disease Area Condition Gene Inheritance Mechanism Clinician ACT Sheet Family ACT Sheet 

Inborn errors of 

immunity 

 

T-B- severe combined immune deficiency 

 

ADA-related adenosine deaminase deficiency 

 

ADA 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Type 1 interferonopathies 

 

ADA2-related ADA2 deficiency 

 

ADA2 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Non-inflammasome related conditions 
ADAM17-related inflammatory skin and bowel 

disease 

 

ADAM17 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Confirmed absent in IUIS reports 
ADAMTS13-related thrombotic 

thrombocytopenic purpura 

 

ADAMTS13 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hearing loss 

disorders 

 

Congenital hearing loss 

 

ADGRV1-related Usher syndrome 

 

ADGRV1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

Disorders of the metabolism of sulfur-

containing amino acids and hydrogen sulfide 

 

ADK-related adenosine kinase deficiency 

 

ADK 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of glycogen metabolism 

 

AGL-related glycogen storage disease 3 

 

AGL 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Lipodistrophy disorders 

 

AGPAT2-related lipodystrophy 

 

AGPAT2 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Neurologic 

disorders 

 

Congenital myasthenic syndromes 

 

AGRN-related myasthenia 

 

AGRN 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Renal disorders 

 

Hyperoxaluria 

 

AGXT-related primary hyperoxaluria 

 

AGXT 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

Disorders of the metabolism of sulfur-

containing amino acids and hydrogen sulfide 

AHCY-related S-adenosylhomocysteine 

hydrolase deficiency 

 

AHCY 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Severe reduction in serum IgG and IgA with 

normal/elevated IgM and normal numbers of B 

cells, hyper IgM 

 

AICDA-related immunodeficiency 

 

AICDA 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Autoimmunity with or without 

lymphoproliferation 

AIRE-related autoimmune polyendocrinopathy 

disorder 

 

AIRE 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

T-B- severe combined immune deficiency 

 

AK2-related reticular dysgenesis 

 

AK2 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Gastrointestinal 

disorders 

 

Bile acid synthesis defects 

 

AKR1D1-related bile acid synthesis defect 

 

AKR1D1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/1GRBY7EiD8QCdYKTDvl2_tNW3E0pV-DPi/view?usp=drivesdk
https://drive.google.com/file/d/1IVZwmBfuJxWWW2q6sPbZwY68UD56yRAm/view?usp=drivesdk
https://drive.google.com/file/d/1CULAf5rTDhP8e17DGuCnnrLzcnCSLl7Z/view?usp=drivesdk
https://drive.google.com/file/d/15WmOeEw4UyZBk7RhPPeopbNw4AZ73O8m/view?usp=drivesdk
https://drive.google.com/file/d/1WYhflv_D_HGv2Jok_aOsbCESXtivySao/view?usp=drivesdk
https://drive.google.com/file/d/1cS7z11bYDfjelY_2xqhP0kvXFnXirQY7/view?usp=drivesdk
https://drive.google.com/file/d/1s6We6ztdI9-2rcFBc62fXleRfmthQ_lz/view?usp=drivesdk
https://drive.google.com/file/d/16rEky7mWjZYPB1m1LqkDoxdrP-uixdyn/view?usp=drivesdk
https://drive.google.com/file/d/1kYzW3hvFBT7aiX4JnX9ImnAJ8VzGTtR3/view?usp=drivesdk
https://drive.google.com/file/d/1R983uC4LtU4O7ksd3obRY0Pv7tKgkq_a/view?usp=drivesdk
https://drive.google.com/file/d/10gZ9OLhlRq2Pnpt3Y5Aifu4zQ_JiAl3W/view?usp=drivesdk
https://drive.google.com/file/d/1TthXJoLWwGFA2LSR7ppkOisps-9VTX-9/view?usp=drivesdk
https://drive.google.com/file/d/1VopS7xAjbDE1O7q-jHiIqM8C9w1Pj3GI/view?usp=drivesdk
https://drive.google.com/file/d/1y8eteiebNzWXDVNWGLeS_lh9nXQbhUow/view?usp=drivesdk
https://drive.google.com/file/d/11YNHdqLOyHv4WY89b6bGi_ucPH8VUk1X/view?usp=drivesdk
https://drive.google.com/file/d/1sHj-eFmMMdnaHjtyMIWfRGRSfyF7NtF1/view?usp=drivesdk
https://drive.google.com/file/d/1YDpxM8yCu0t4B_jq2CdShD9IiL_Qb2D6/view?usp=drivesdk
https://drive.google.com/file/d/1acSPm6Nd4Zo9N3_E3bK68N_wAHHBs3lZ/view?usp=drivesdk
https://drive.google.com/file/d/1DX7jF8Lu7vNLVzCvY4U8wanMPXP0ZOEX/view?usp=drivesdk
https://drive.google.com/file/d/1QNACWIZ6PqTnfuLIUtSgV5Cfl9yW31oA/view?usp=drivesdk
https://drive.google.com/file/d/1ZtAVx66Dp2zWF81LnHK7I-zJPElDUIBV/view?usp=drivesdk
https://drive.google.com/file/d/130OE_YA-saVNo9jpw3OHq7O2YPQ4-53T/view?usp=drivesdk
https://drive.google.com/file/d/1Le4Y1dtvxk9E3m8Ietk0BsKn8P0nl6hM/view?usp=drivesdk
https://drive.google.com/file/d/1Fn_N7GxDxfGN7gbJfzmI-xbupGNy8NRp/view?usp=drivesdk
https://drive.google.com/file/d/17_ErnHRHF55fV1lVhoUub5IR32RX-Vjd/view?usp=drivesdk
https://drive.google.com/file/d/1-7BMurEKv09Rz01Sx3gzUCVKMvI8Xo9m/view?usp=drivesdk
https://drive.google.com/file/d/1eQDWxXTw2zrRC3EBTYsXAbZOMNf98SZK/view?usp=drivesdk
https://drive.google.com/file/d/1jroZ0DOT48fFwUqsogxYYpWZmGHu2uqi/view?usp=drivesdk
https://drive.google.com/file/d/1v-HQISOlDK6HyjLAks-DxpW_0uS-8BPb/view?usp=drivesdk
https://drive.google.com/file/d/1UkZuSysVIFHG4ruTnIaCWCXfYCjfecnt/view?usp=drivesdk
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Clinical Area Disease Area Condition Gene Inheritance Mechanism Clinician ACT Sheet Family ACT Sheet 

Hematologic 

disorders 

 

Erythropoietic porphyrias 

 

ALAS2-related protoporphyria 

 

ALAS2 

 

XL 

 

New function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

Disorders of ornithine, proline and 

hydroxyproline metabolism 

 

ALDH4A1-related hyperprolinemia 

 

ALDH4A1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of pyridoxine metabolism 
ALDH7A1-related pyridoxine-dependent 

epilepsy 

 

ALDH7A1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of galactose and fructose metabolism 

 

ALDOB-related hereditary fructose intolerance 

 

ALDOB 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Neurologic 

disorders 

 

Congenital myasthenic syndromes 

 

ALG14-congenital disorder of glycosylation 

 

ALG14 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Neurologic 

disorders 

 

Congenital myasthenic syndromes 
ALG2-related congenital disorder of 

glycosylation spectrum 

 

ALG2 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hereditary cancer 

predisposition 

syndromes 

Childhood solid tumor predisposition 

syndromes 

 

ALK-related neuroblastic tumor susceptibility 

 

ALK 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hematologic 

disorders 

 

Hereditary anemias 

 

AMN-related megaloblastic anemia 

 

AMN 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of glycine and serine metabolism 

 

AMT-related glycine encephalopathy 

 

AMT 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Confirmed absent in IUIS reports 
ANKRD17-related neurodevelopmental disorder 

with multiple anomalies 

 

ANKRD17 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Pituitary hormone disorders 
ANOS1-related hypogonadotropic 

hypogonadism 

 

ANOS1 

 

XL 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of copper metabolism 
AP1S1-related ichthyosis and multiple 

anomalies spectrum disorder 

 

AP1S1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Familial hemophagocytic lymphohistiocytosis 

syndromes with hypopigmentation 

 

AP3B1-related Hermansky-Pudlak syndrome 

 

AP3B1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Familial hemophagocytic lymphohistiocytosis 

syndromes with hypopigmentation 

 

AP3D1-related Hermansky-Pudlak syndrome 

 

AP3D1 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hereditary cancer 

predisposition 

syndromes 

Childhood solid tumor predisposition 

syndromes 

 

APC-related familial adenomatous polyposis 

 

APC 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/1hQ4pRjQ5wdhpVD3njQ_Oi6d7jqH-sbnO/view?usp=drivesdk
https://drive.google.com/file/d/15Cc8ILxsdrGoUyM9sCuBXzw1iwqzc6YC/view?usp=drivesdk
https://drive.google.com/file/d/1vZl7_Hq7s8EYNFVbCvH7dU03rNlaInOW/view?usp=drivesdk
https://drive.google.com/file/d/1DMTJe1wx_QLgvl4NPsgkbsjWoIM4_7iV/view?usp=drivesdk
https://drive.google.com/file/d/1WzP-UpGzf2WwycaDr6EzNO52uCeXhuLS/view?usp=drivesdk
https://drive.google.com/file/d/13jBJuZnZWpOJFzbYYxmgR-5z8hu0cBjC/view?usp=drivesdk
https://drive.google.com/file/d/1WEWJrR-MAreqgGu7Bj-flI-BcohuYt7t/view?usp=drivesdk
https://drive.google.com/file/d/1AsRaG69yyUjaR8ID6vBOvWstKRa_gV4D/view?usp=drivesdk
https://drive.google.com/file/d/1QyWHGAAq-IFuEDbzM9pr6SDuUIXTjQye/view?usp=drivesdk
https://drive.google.com/file/d/109XDzN2SROJvomyz2xml5q0SPSewgVAn/view?usp=drivesdk
https://drive.google.com/file/d/1YZZLDkjY1QhayE29hInwdKxMPNWPjVHp/view?usp=drivesdk
https://drive.google.com/file/d/1b5bQWfXacQnImiPjP4Gyi-2qjruTQkQx/view?usp=drivesdk
https://drive.google.com/file/d/1_NtInsioY0-vO5pfe2TmR0t-a7ShiOgl/view?usp=drivesdk
https://drive.google.com/file/d/1XiQghdNE29Edo6fepalvRHqurXPLIDK3/view?usp=drivesdk
https://drive.google.com/file/d/1qWKGGCfSNwvpocfknmo8dYpF0p_iyGgp/view?usp=drivesdk
https://drive.google.com/file/d/1AUTzxRrxIFvbPSZSIoEycZRwOiuivVYB/view?usp=drivesdk
https://drive.google.com/file/d/10gWTfcTcrX5zh4zKJxusKqQOgiokr1wL/view?usp=drivesdk
https://drive.google.com/file/d/1yjhogFeILruZl8CLyHm7b3z3iqGi_vQ9/view?usp=drivesdk
https://drive.google.com/file/d/1vyl4Qz1h6y-KWiRSeTYH1BYV-q8qkluz/view?usp=drivesdk
https://drive.google.com/file/d/12lbQLlcwR33ABD4zgQ5jX7T8Ouxr0q9H/view?usp=drivesdk
https://drive.google.com/file/d/11RG-cnMoCGSlu_my7pSUvIiRy3hMIuZV/view?usp=drivesdk
https://drive.google.com/file/d/1dt9FpQY3kSqFcPhT98qBeUK-01b7xj0D/view?usp=drivesdk
https://drive.google.com/file/d/1wTVxfU1wIVaZKSUjPwWsRX70MFN5po2h/view?usp=drivesdk
https://drive.google.com/file/d/1X7cW1_fMmWXRSz1g5z2hmE3kX8dmAwz0/view?usp=drivesdk
https://drive.google.com/file/d/1unlAe2XexzH4P__HON1ER_90Gcu6OaIh/view?usp=drivesdk
https://drive.google.com/file/d/1So6N-4sxlPuX3BSNeYFb3gpLXR8crB6b/view?usp=drivesdk
https://drive.google.com/file/d/1QVattKS8oD7Vt4h9SukmDbNmOXY4I7wI/view?usp=drivesdk
https://drive.google.com/file/d/1KHqYrzChXbs9HvUZVeSPjZZjMdVn9Izk/view?usp=drivesdk
https://drive.google.com/file/d/1TzIkL9AZ0R8lE3OSFtpa9T9Ym4hp6Ncy/view?usp=drivesdk
https://drive.google.com/file/d/10aeydhj-79ahJVDE5YdX9qH2QQ4hIz-f/view?usp=drivesdk
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Gastrointestinal 

disorders 

 

Disorders of lipoprotein metabolism 

 

APOB-related hypobetalipoproteinemia 

 

APOB 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of purine metabolism 
APRT-related adenine 

phosphoribosyltransferase deficiency 

 

APRT 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Diabetes insipidus 

 

AQP2-related nephrogenic diabetes insipidus 

 

AQP2 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

Urea cycle disorders and inherited 

hyperammonemias 

 

ARG1-related arginase deficiency 

 

ARG1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Immunodeficiency with congenital 

thrombocytopenia 

ARPC1B-related immune dysregulation 

disorder 

 

ARPC1B 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of sphingolipid degradation 

 

ARSA-related arylsulfatase A deficiency 

 

ARSA 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of glycosaminoglycan degradation 

 

ARSB-related mucopolysaccharidosis type 6 

 

ARSB 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

Urea cycle disorders and inherited 

hyperammonemias 

 

ASL-related argininosuccinic aciduria 

 

ASL 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

Urea cycle disorders and inherited 

hyperammonemias 

ASS1-related argininosuccinate synthetase 

deficiency 

 

ASS1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Other DNA repair defects 

 

ATM-related ataxia-telangiectasia 

 

ATM 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Severe reduction in at least 2 serum Ig isotypes 

with normal or low B cell numbers, CVID 

phenotype 

 

ATP6AP1-related immunodeficiency 

 

ATP6AP1 

 

XL 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Confirmed absent in IUIS reports 
ATP6AP2-related neurodevelopmental and 

movement disorder 

 

ATP6AP2 

 

XL 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Renal disorders 

 

Renal tubular acidosis 

 

ATP6V0A4-related distal renal tubular acidosis 

 

ATP6V0A4 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Renal disorders 

 

Renal tubular acidosis 
ATP6V1B1-related renal tubular acidosis with 

hearing loss 

 

ATP6V1B1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of copper metabolism 

 

ATP7A-related Menkes spectrum disorder 

 

ATP7A 

 

XL 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/1ZSKbyRWxg_oDGRk-CkYzGQHzfE3kELmF/view?usp=drivesdk
https://drive.google.com/file/d/15lCKZ5l8y4DTEuhoLLzi5eC6XyRiCYhq/view?usp=drivesdk
https://drive.google.com/file/d/1HypgNKJVm3xu0FqotRhde42c5Rc2WF5a/view?usp=drivesdk
https://drive.google.com/file/d/1GK9JAUECN9ocylmvxuo8uyU0ChsuxPHd/view?usp=drivesdk
https://drive.google.com/file/d/1xcz1oOwVLWNV771rZH2yiGQh9EVp2Ypw/view?usp=drivesdk
https://drive.google.com/file/d/1BFgEJQ02hFirmHfFvsSeEknW9urlzqc_/view?usp=drivesdk
https://drive.google.com/file/d/1m2-eIWAEj-WdMLRdHavPllID3TC1rUsx/view?usp=drivesdk
https://drive.google.com/file/d/1IflKjgEJd4bvQUzE5e645wzF29WUm9od/view?usp=drivesdk
https://drive.google.com/file/d/1Wa4_vyN3zZF8qvMng7OlgkFqLGLt5GeQ/view?usp=drivesdk
https://drive.google.com/file/d/16AZtlICg_jZNS4u7ho2zL1TaU0FKnVq8/view?usp=drivesdk
https://drive.google.com/file/d/1Ei6cQJ3DlmncBtaH3ehy-DuzAZKyuG8b/view?usp=drivesdk
https://drive.google.com/file/d/1U3tKaEVTtQNx9UThVxXEK5LBsjZ1UPOo/view?usp=drivesdk
https://drive.google.com/file/d/13TBbLY7Eb64D8DCexi3luYfx8FvxvCvO/view?usp=drivesdk
https://drive.google.com/file/d/19cqekrdSbHMk1AiyKdApSJjrN6G-0OlR/view?usp=drivesdk
https://drive.google.com/file/d/1YUYKlmBVWrPCk2HNLehfcLdrgQbMrll0/view?usp=drivesdk
https://drive.google.com/file/d/188wv-Eb9Lv3UubSNLa3YRRqYQWx2hAdl/view?usp=drivesdk
https://drive.google.com/file/d/1jRdt_OBAt8uUJb5el7kVyPU6vtQ8jPss/view?usp=drivesdk
https://drive.google.com/file/d/1Jnz7Y7gTb-L_d_oCbe0TweISvT-4jGPu/view?usp=drivesdk
https://drive.google.com/file/d/1Px4W7EStyLazFHy9joNheDs9VUR11wmD/view?usp=drivesdk
https://drive.google.com/file/d/1C9jLeNXFgdKBEoIXZgFnv-A2K9Zrv_TF/view?usp=drivesdk
https://drive.google.com/file/d/1ILUZeIsQmXS0sah76bQgTOW1u5jzulPI/view?usp=drivesdk
https://drive.google.com/file/d/19PfSZdCJ0dNopvCgFYrdkfh5bXpezWrz/view?usp=drivesdk
https://drive.google.com/file/d/1ydrE3SNiWvV4ELEBmgluoHBHIZu4xM52/view?usp=drivesdk
https://drive.google.com/file/d/1NZEK4x_TYQWR1xEwbHkiD4kdXBabFZN1/view?usp=drivesdk
https://drive.google.com/file/d/16JW9PgqESA4TWHJEcsKlAuXEPL5L6FC-/view?usp=drivesdk
https://drive.google.com/file/d/1PogKsj3lcf6_4cWcKWmDz3jAZ3GY0gNn/view?usp=drivesdk
https://drive.google.com/file/d/15rGrSfb_OaZZrohLYzCry17XfqNpSysa/view?usp=drivesdk
https://drive.google.com/file/d/1kg-eXiLEx10o2fuiG1ZCYmKYoEN8prIj/view?usp=drivesdk
https://drive.google.com/file/d/11S5C1ZNj9SvtlF-aftLNTojcFkVr8tUg/view?usp=drivesdk
https://drive.google.com/file/d/1vZiWRyxPGZWJc0x2fvAlMcdIawhzHqLo/view?usp=drivesdk


Sunshine Genetics Tier 1 Gene - Condition List 
Derived from the Bridges-NBS Condition List, Excluding G6PD Deficiency 

 Page 5 of 53 

 

 

 

Clinical Area Disease Area Condition Gene Inheritance Mechanism Clinician ACT Sheet Family ACT Sheet 

 

Endocrine disorders 

 

Gonadal dysgenesis disorders 
ATRX-related alpha-thalassemia and intellectual 

disability spectrum disorder 

 

ATRX 

 

XL 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Diabetes insipidus 

 

AVP-related diabetes insipidus 

 

AVP 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Diabetes insipidus 

 

AVPR2-related nephrogenic diabetes insipidus 

 

AVPR2 

 

XL 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Gastrointestinal 

disorders 

 

Bile acid synthesis defects 

 

BAAT-related bile acid defect 

 

BAAT 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

Disorders of branched-chain amino acid 

metabolism 

 

BCKDHA-related maple syrup urine disease 

 

BCKDHA 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

Disorders of branched-chain amino acid 

metabolism 

 

BCKDHB-related maple syrup urine disease 

 

BCKDHB 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

Disorders of branched-chain amino acid 

metabolism 

BCKDK-related branched-chain keto acid 

dehydrogenase kinase deficiency 

 

BCKDK 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Combined immunodeficiency (CID), generally 

less profound than SCID 

 

BCL10-related immunodeficiency 

 

BCL10 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Other defects 

 

BCL11B-related neurodevelopmental disorder 

 

BCL11B 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Severe reduction in all serum Ig isotypes with 

profoundly decreased or absent B cells, 

agammaglobulinemia 

 

BLNK-related agammaglobulinemia 

 

BLNK 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Bone disorders 

 

BMP1-related osteogenesis imperfecta 

 

BMP1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Pituitary hormone disorders 
BMP4-related multiple anomalies spectrum 

disorder 

 

BMP4 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Cardiac disorders 

 

Congenital heart disease 

 

BRAF-related RASopathy 

 

BRAF 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Lipodistrophy disorders 

 

BSCL2-related lipodystrophy 

 

BSCL2 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Renal disorders Salt-wasting tubulopathies BSND-related Bartter syndrome BSND AR Loss of function Clinician ACT Sheet Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/12VT66FMfRim00v3nOcv19x5ewHCYLlSl/view?usp=drivesdk
https://drive.google.com/file/d/1dfe-DbAHajaw6STosEIIjHM-v5rtHV2n/view?usp=drivesdk
https://drive.google.com/file/d/1R9vKKyLjBdYwnnrIHU11g1iYSW3x160n/view?usp=drivesdk
https://drive.google.com/file/d/1ldp9JVWlpnpL4utJzq7NCgVR4YuVEN7w/view?usp=drivesdk
https://drive.google.com/file/d/1WbL3ttmuphU7KbFeX2u-TEgbciWrQL8y/view?usp=drivesdk
https://drive.google.com/file/d/1e7-FJkTZwc4yHPO-7Iu3dt2CRP8zD5yB/view?usp=drivesdk
https://drive.google.com/file/d/10VsV3vyTjmu10tADxLbrrgYguwNgUnMU/view?usp=drivesdk
https://drive.google.com/file/d/1xrQkOIy_cequLn9UUFI7Zqv53OX4g2l2/view?usp=drivesdk
https://drive.google.com/file/d/1D3aqGPfKxOEO6_7zqP66xLo1sL25gqfO/view?usp=drivesdk
https://drive.google.com/file/d/1V4rULznmTjDO36hx9I3xAy6JNXhphncP/view?usp=drivesdk
https://drive.google.com/file/d/1AZ2hveapuG4Yh59_rvoSeuFqXrr8ermM/view?usp=drivesdk
https://drive.google.com/file/d/1yi-57GKdtqHLavYJJQVoRw-B_Fvuz5KC/view?usp=drivesdk
https://drive.google.com/file/d/1DMwzIyA5A4Mv5KvROJos7WwTF6xBu_Gs/view?usp=drivesdk
https://drive.google.com/file/d/12MftZCXuTLRpbKHOtC1VPdHLdwKF98_h/view?usp=drivesdk
https://drive.google.com/file/d/1Zjs9iyWZ9-VLYcKZbp9GJK3CwT9X6Mex/view?usp=drivesdk
https://drive.google.com/file/d/1e3pjLOM_KfvgqwjOHLZN5nen_RqpVc1K/view?usp=drivesdk
https://drive.google.com/file/d/1rULL7MuGLHyOM9jOtUCpCq4FH7K_DG4X/view?usp=drivesdk
https://drive.google.com/file/d/1IXyrfMHI6LuoHjc2RGpvm3gRBqHc7aej/view?usp=drivesdk
https://drive.google.com/file/d/1kCq-2xr3oWRo8OJP99doRbU8fBXoJHBk/view?usp=drivesdk
https://drive.google.com/file/d/1PpbkRF0h9ME0C9TVVrbRmpHbSrJ78sYB/view?usp=drivesdk
https://drive.google.com/file/d/1jZq8onoLfYHR22WchO236KpOR3XXLzmX/view?usp=drivesdk
https://drive.google.com/file/d/18waKYypa9B_kB39vPQaOYnoAep8lsE2Y/view?usp=drivesdk
https://drive.google.com/file/d/1kpBOF9-exaIslw12EwuwmlujimnJVWaZ/view?usp=drivesdk
https://drive.google.com/file/d/1zBzpPfbMmyJYGR4c9Y-UI999GhI82t11/view?usp=drivesdk
https://drive.google.com/file/d/1KpjgddPa-_AGEzF8zzckABIseeM4NzEu/view?usp=drivesdk
https://drive.google.com/file/d/1HlRqXetwFSvHmwG-Wvs428j9lJ1DF-r8/view?usp=drivesdk
https://drive.google.com/file/d/1R2VeYD0rj0QAAeJvu6O8vpId4YO_tlbR/view?usp=drivesdk
https://drive.google.com/file/d/1m-GSnwm-25bLxU6D2_DjQCGP7aBzDW7E/view?usp=drivesdk
https://drive.google.com/file/d/13zJvWpqg0ESZkj7r-yGpsUDlIb65Tcns/view?usp=drivesdk
https://drive.google.com/file/d/1wvDIG43x3OpFsS5SUdJXs4rhNxlat8bj/view?usp=drivesdk
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Clinical Area Disease Area Condition Gene Inheritance Mechanism Clinician ACT Sheet Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorder of biotin metabolism 

 

BTD-related biotinidase deficiency 

 

BTD 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Severe reduction in all serum Ig isotypes with 

profoundly decreased or absent B cells, 

agammaglobulinemia 

 

BTK-related agammaglobulinemia 

 

BTK 

 

XL 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Complement deficiency syndromes 

 

C1QA-related complement factor deficiency 

 

C1QA 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Complement deficiency syndromes 

 

C1QB-related complement factor deficiency 

 

C1QB 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Complement deficiency syndromes 

 

C1QC-related C1q deficiency 

 

C1QC 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Complement deficiency syndromes 

 

C2-related complement factor deficiency 

 

C2 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Complement deficiency syndromes 

 

C3-related complement factor deficiency 

 

C3 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Complement deficiency syndromes 

 

C5-related complement factor deficiency 

 

C5 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Complement deficiency syndromes 

 

C6-related complement factor deficiency 

 

C6 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Complement deficiency syndromes 

 

C7-related complement factor deficiency 

 

C7 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Complement deficiency syndromes 

 

C8A-related complement factor deficiency 

 

C8A 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Complement deficiency syndromes 

 

C8B-related complement factor deficiency 

 

C8B 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Complement deficiency syndromes 

 

C9-related complement factor deficiency 

 

C9 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

Urea cycle disorders and inherited 

hyperammonemias 

CA5A-related carbonic anhydrase VA 

deficiency 

 

CA5A 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Cardiac disorders 

 

Hereditary arrhythmia 

 

CACNA1C-related arrhythmogenic disorder 
 

 

 

 

 

CACNA1C 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/1svy1iIaxfR_ljmoOceDAl7fKEYJHFLS-/view?usp=drivesdk
https://drive.google.com/file/d/1lVqac-fJKzMXDXk5_9fmVpsT3k4iyuse/view?usp=drivesdk
https://drive.google.com/file/d/1V0vwAqAPHAIMFg4Zdd6Gtt7QU-t4_5Zd/view?usp=drivesdk
https://drive.google.com/file/d/1t4-uQnc4M6MMdxf7_7lQhRJ4_H0CYZvJ/view?usp=drivesdk
https://drive.google.com/file/d/12BJr1-Ddl3nM85_D0P_LUIjANP22Mrko/view?usp=drivesdk
https://drive.google.com/file/d/1UcQiqYr2VAZaG7DvO1zXLMHy2x_CrKXX/view?usp=drivesdk
https://drive.google.com/file/d/1k5Kab9FSv7j_OX5zj6QXxY8kHAGr9B4E/view?usp=drivesdk
https://drive.google.com/file/d/1MqLYOaw3pFNpDmsEEoMlJMXLRvDwsWUc/view?usp=drivesdk
https://drive.google.com/file/d/1yCVqLfTUhufUYYzJfVJaKxsZPCWZFPld/view?usp=drivesdk
https://drive.google.com/file/d/1oqubAXulNkXFLlJw9vcdXJDnF1MIw0YQ/view?usp=drivesdk
https://drive.google.com/file/d/1uYkTJZi7lf9v13bUd_kyPFuUKMiFX_V3/view?usp=drivesdk
https://drive.google.com/file/d/1cy_nJUx-YuMzdAz0wxXSli5IreUIP5GP/view?usp=drivesdk
https://drive.google.com/file/d/1IKA0ypV65_9bPbbJukObYrNXQ4hTjnUO/view?usp=drivesdk
https://drive.google.com/file/d/1aj_zMMFydN174NWCsujGYPleIwu32oNv/view?usp=drivesdk
https://drive.google.com/file/d/1FbakdVGABYDnDnf7lqUhavwGFVtuqbw5/view?usp=drivesdk
https://drive.google.com/file/d/1fpkfI75wTPFCE3UGsKXKnZNruuj7N-8r/view?usp=drivesdk
https://drive.google.com/file/d/1W9o-JO2Q1MS63NcxzUkw0Rj_U5TRudL7/view?usp=drivesdk
https://drive.google.com/file/d/1qPLroj4lefsjtihdHZN2NEw8rDSzTuUg/view?usp=drivesdk
https://drive.google.com/file/d/1Ihc1tkzKD7Egs31mHyB1Bgo83k3Z6rMM/view?usp=drivesdk
https://drive.google.com/file/d/1cAA8hPEC4ekRgXHfvKiLSrPJTBSDjcOG/view?usp=drivesdk
https://drive.google.com/file/d/1yxcbfVwX_t5aP_Ia7cQ9oHhfdCe-FzV_/view?usp=drivesdk
https://drive.google.com/file/d/1ynnKetUmEESsQ9GVai60z5SCzMbpBypt/view?usp=drivesdk
https://drive.google.com/file/d/17MC5riobsDZVQh3Z3Qr-UNcxXSSM4wmx/view?usp=drivesdk
https://drive.google.com/file/d/1j8tJdl2T7ZRzJAgwQ6KJlk8XjRV0rgFB/view?usp=drivesdk
https://drive.google.com/file/d/1FoQ94lmqI2MLXpFvjjauWwtySHwBhEEA/view?usp=drivesdk
https://drive.google.com/file/d/1FE3X1AeoZHEIriNPJeX9FnXHOkMeqdfK/view?usp=drivesdk
https://drive.google.com/file/d/1kqzhKiNNBjc4a_XMBHhyP-iNr3IEMJNR/view?usp=drivesdk
https://drive.google.com/file/d/1PNvtD8LuwV3K-Dz4jRawczG7UJhp4qUX/view?usp=drivesdk
https://drive.google.com/file/d/1O5cwyUb69cCmx32epp0SzzWK6w9_bYSZ/view?usp=drivesdk
https://drive.google.com/file/d/1Bfjh1vaaLYGag9pWBtkZOLOWiWQzd_Fc/view?usp=drivesdk
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Clinical Area Disease Area Condition Gene Inheritance Mechanism Clinician ACT Sheet Family ACT Sheet 

 

Endocrine disorders 

 

Mineralocorticoid disorders 
CACNA1D-related primary aldosteronism and 

neurodevelopmental spectrum disorder 

 

CACNA1D 

 

AD 

 

Increased function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Neurologic 

disorders 

 

Epilepsies 
CAD-related epilepsy and neurodevelopmental 

disorder 

 

CAD 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Isotype, light Chain, or functional deficiencies 

with generally normal numbers of B cells 

CARD11-related immune dysregulation 

disorder 

 

CARD11 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Combined immunodeficiency (CID), generally 

less profound than SCID 

 

CARD11-related immunodeficiency 

 

CARD11 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Syndromes with elevated IgE (HIES) 
CARD11-related polyclonal B-cell 

lymphocytosis 

 

CARD11 

 

AD 

 

New function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Predisposition to invasive fungal diseases 

 

CARD9-related candidiasis 

 

CARD9 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Susceptibility to EBV and lymphoproliferative 

conditions 

CARMIL2-related immune dysregulation 

disorder 

 

CARMIL2 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Cardiac disorders 

 

Hereditary arrhythmia 
CASQ2-related catecholaminergic polymorphic 

ventricular tachycardia 

 

CASQ2 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Parathyroid disorders 

 

CASR-related hyperparathyroidism 

 

CASR 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Lipodistrophy disorders 

 

CAV1-related lipodystrophy 

 

CAV1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Lipodistrophy disorders 

 

CAVIN1-related lipodystrophy 

 

CAVIN1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Autoimmunity with or without 

lymphoproliferation 

 

CBLB-related immune dysregulation disorder 

 

CBLB 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of cobalamin metabolism 

 

CBLIF-related megaloblastic anemia 

 

CBLIF 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

Disorders of the metabolism of sulfur-

containing amino acids and hydrogen sulfide 

 

CBS-related homocystinuria 

 

CBS 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Other defects 
CCBE1-related Hennekam lymphangiectasia-

lymphedema syndrome 

 

CCBE1 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/1vmnyeeKNCjY6mJ9vyKstYbfM28zEllbA/view?usp=drivesdk
https://drive.google.com/file/d/1uLx6NYTgNuBE7kQUws6u9h0NL6rvGdue/view?usp=drivesdk
https://drive.google.com/file/d/1noxbAZ1b6tfiI596R0ZmaaNbnp7J6sXw/view?usp=drivesdk
https://drive.google.com/file/d/1NRzLH3-8jYM_vKAd-FL7FDujUOVDJhlk/view?usp=drivesdk
https://drive.google.com/file/d/1BGakIgLf7O323V51LG5rgxKkAVFN6s8B/view?usp=drivesdk
https://drive.google.com/file/d/1rPLFtXxeILvjVYpu-V1RQsnngZh0XIbN/view?usp=drivesdk
https://drive.google.com/file/d/1sqx_C4xIIQlZ9QGWrVUeomwK38P_GGJj/view?usp=drivesdk
https://drive.google.com/file/d/12kJVK1V-yRnouXMwTnNZtQvQcHh90ezR/view?usp=drivesdk
https://drive.google.com/file/d/12HhKZw5AVauuQQEurjA8gZc4THHOgYt_/view?usp=drivesdk
https://drive.google.com/file/d/1z4fMr6ptDH5f2vjN5BJN0Z3nOpu3srqJ/view?usp=drivesdk
https://drive.google.com/file/d/1SIF6AL5843b7BhAGnnvpf3GUjVxtGvGm/view?usp=drivesdk
https://drive.google.com/file/d/1xwCCXP71iqURB3v1KWS5JiAhhNllQ0Pr/view?usp=drivesdk
https://drive.google.com/file/d/1pTV7gX4QZU1Xt12q2-f0bNPWfcPc-uqG/view?usp=drivesdk
https://drive.google.com/file/d/1g4rkO6Qogdgl3qAE8o1ZF5rRQt61fTMB/view?usp=drivesdk
https://drive.google.com/file/d/1tr9feKW5gPEbKQEr-ROIvApSu1BfwxDA/view?usp=drivesdk
https://drive.google.com/file/d/1WnxmaSaDOAQDCUAYePcQJ70yF2fDmNVm/view?usp=drivesdk
https://drive.google.com/file/d/1asNHGPcjmQJOGJDJH8RsIgDOTfWv4k6e/view?usp=drivesdk
https://drive.google.com/file/d/1TEUeXh0IVxz66Qc-6XTGGU3nFXAD3CYV/view?usp=drivesdk
https://drive.google.com/file/d/1nHwEYb6-7-Sk2ilbEQbuaRf8SLq9hbOZ/view?usp=drivesdk
https://drive.google.com/file/d/1QX9HIY4u62YRnEb6ROLoV4frj3-zMKfX/view?usp=drivesdk
https://drive.google.com/file/d/1jr53u2kvDDKs_9cw1slxjZ2oXSbtGdng/view?usp=drivesdk
https://drive.google.com/file/d/1Qyq8gmUA6nHh-EakK5LFvSe4mLKgYamW/view?usp=drivesdk
https://drive.google.com/file/d/1OPiBD-ZcgU_1Zbo-YV9609ma0psJt95l/view?usp=drivesdk
https://drive.google.com/file/d/1jvjVvba4GfnBOnLGErJpHjpf0aBl1iRV/view?usp=drivesdk
https://drive.google.com/file/d/1E3-W3ZslxU53AtM4Ywl_PMAErd-Blgd-/view?usp=drivesdk
https://drive.google.com/file/d/1GtJvugY4-TaRTrDfP2lGMQJXHJmOP3lg/view?usp=drivesdk
https://drive.google.com/file/d/1zW5VFoVHyf9hFZITHtXFPy_wCU5Mp6D-/view?usp=drivesdk
https://drive.google.com/file/d/1ZbQxZt0QjhCxiglVVPsuuyOElX8esg67/view?usp=drivesdk
https://drive.google.com/file/d/1FAx7ahejFMLPjex4gV8VcvvOZAP1QEPG/view?usp=drivesdk
https://drive.google.com/file/d/14RySsb5ryqbsNBp5fzw9Q9inoNyUPzp6/view?usp=drivesdk


Sunshine Genetics Tier 1 Gene - Condition List 
Derived from the Bridges-NBS Condition List, Excluding G6PD Deficiency 

 

 

 

 

Clinical Area Disease Area Condition Gene Inheritance Mechanism Clinician ACT Sheet Family ACT Sheet 

Inborn errors of 

immunity 

Susceptibility to EBV and lymphoproliferative 

conditions 

 

CD27-related immunodeficiency 

 

CD27 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

T-B+ severe combined immune deficiency 

 

CD3D-related immunodeficiency 

 

CD3D 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

T-B+ severe combined immune deficiency 

 

CD3E-related immunodeficiency 

 

CD3E 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Combined immunodeficiency (CID), generally 

less profound than SCID 

 

CD3G-related immunodeficiency 

 

CD3G 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Combined immunodeficiency (CID), generally 

less profound than SCID 

 

CD40-related immunodeficiency 

 

CD40 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Combined immunodeficiency (CID), generally 

less profound than SCID 

 

CD40LG-related immunodeficiency 

 

CD40LG 

 

XL 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Complement deficiency syndromes 
CD55-related complement hyperactivation with 

protein-losing enteropathy 

 

CD55 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Complement deficiency syndromes 

 

CD59-related CD59 deficiency 

 

CD59 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Susceptibility to EBV and lymphoproliferative 

conditions 

 

CD70-related lymphoproliferative disorder 

 

CD70 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Severe reduction in all serum Ig isotypes with 

profoundly decreased or absent B cells, 

agammaglobulinemia 

 

CD79A-related agammaglobulinemia 

 

CD79A 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Severe reduction in all serum Ig isotypes with 

profoundly decreased or absent B cells, 

agammaglobulinemia 

 

CD79B-related agammaglobulinemia 

 

CD79B 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Type 1 interferonopathies 
CDC42-related neurodevelopmental disorder 

with multiple anomalies 

 

CDC42 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/1XJ_gJ0mNnvCg7Pv_tmpOl9cASZrj0uuJ/view?usp=drivesdk
https://drive.google.com/file/d/1ArbLOW3PvAKuqmuAaYg4xgFu0EjPbYYJ/view?usp=drivesdk
https://drive.google.com/file/d/1F7n2SzMGaKaeI-Hd_EHKPnXMh6T2RZid/view?usp=drivesdk
https://drive.google.com/file/d/1lyGaSXhm8PebIZ1TXeS87WbKDFthZzT4/view?usp=drivesdk
https://drive.google.com/file/d/1g1cspn0RzjTOPBIlG6Q_Z0wzderQECpX/view?usp=drivesdk
https://drive.google.com/file/d/1cqHtGjCx5birMZuS5OOmEDmQlSRsLOBA/view?usp=drivesdk
https://drive.google.com/file/d/1tSBCLtrJgaiIwkrRNsTgs3ToX4xTGil_/view?usp=drivesdk
https://drive.google.com/file/d/1G08UnZrGv4tur8JHckJk9auKdkk5Yv1L/view?usp=drivesdk
https://drive.google.com/file/d/1xqaC6Q3rwRNOQ0q14HIL3fKKNDs2iBLm/view?usp=drivesdk
https://drive.google.com/file/d/1Pz_rAEEmtKtFV7XkZK6oa6EhpVBWd3rb/view?usp=drivesdk
https://drive.google.com/file/d/1H_dS4IRSGcjTfW_b33t3X7ipLqOfvuy6/view?usp=drivesdk
https://drive.google.com/file/d/1loZGk0Gult8j9kFFqPbWl8Le6zeOsJrI/view?usp=drivesdk
https://drive.google.com/file/d/1bgYERsJw20B2FWBDo43RAU0f1SN7MDl2/view?usp=drivesdk
https://drive.google.com/file/d/1zDNKylrWLfGGNKG2nF85A1NSkznhfjJ7/view?usp=drivesdk
https://drive.google.com/file/d/1AaPQiusQkk-RWvjxmX-aVgrqNmEFGmDb/view?usp=drivesdk
https://drive.google.com/file/d/1pr7nbjH1iBOP2XafYkyTZIXZhAcTKeLn/view?usp=drivesdk
https://drive.google.com/file/d/1aoir9Rwwr491iVVuTZDGDe2tlLNQMt3E/view?usp=drivesdk
https://drive.google.com/file/d/1c7ddEwxSOmu9kLeKag8oHKKhHl-QWwob/view?usp=drivesdk
https://drive.google.com/file/d/1bLf8BqdFJvjVcMz-fN7q3alydce_PCoX/view?usp=drivesdk
https://drive.google.com/file/d/1QfByRgFTeUdamKTWqreqtPI9OPXXJTEr/view?usp=drivesdk
https://drive.google.com/file/d/1Bvh49qGIjUKdC_yTddrEnRTZJ0Cz1GmS/view?usp=drivesdk
https://drive.google.com/file/d/1hfELKV_SRvrJ890AOXMKryc-jWoShL6b/view?usp=drivesdk
https://drive.google.com/file/d/1ZSQ144oMRD-LAtZ6alQhbQh9nThl0tTb/view?usp=drivesdk
https://drive.google.com/file/d/18DlC1GcoUhUsvItfvVIQg1z6VH1vZ4VY/view?usp=drivesdk


Sunshine Genetics Tier 1 Gene - Condition List 
Derived from the Bridges-NBS Condition List, Excluding G6PD Deficiency 

 

 

 

Inborn errors of 

immunity 

 

Other DNA repair defects 

 

CDCA7-related immunodeficiency and multiple 

anomalies spectrum disorder 

 

CDCA7 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hearing loss 

disorders 

 

Congenital hearing loss 

 

CDH23-related Usher syndrome 

 

CDH23 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Pituitary hormone disorders 

 

CDON-related ocular defects 

 

CDON 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/1KNGsGwn1P3-lLB2zbnLsZ7bsWvoNp08X/view?usp=drivesdk
https://drive.google.com/file/d/1HWLJsHP_9SiK5zcC72tf414NZ2koSqW5/view?usp=drivesdk
https://drive.google.com/file/d/1ZJ0gL8Eswcj8fIC3aSoeeESGlXw4fkQ7/view?usp=drivesdk
https://drive.google.com/file/d/1tuJyaGMgWWkD4YKOEWRcUDOwPyZ2aHWY/view?usp=drivesdk
https://drive.google.com/file/d/172yNCtLY6WHucTQOjMe_ODjuvRF318NS/view?usp=drivesdk
https://drive.google.com/file/d/1Nk6XsRIyGZfGJJuGcnANP2zsTVQusaPa/view?usp=drivesdk
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Clinical Area Disease Area Condition Gene Inheritance Mechanism Clinician ACT Sheet Family ACT Sheet 

Inborn errors of 

immunity 

 

Congenital neutropenias 

 

CEBPE-related immune dysregulation disorder 

 

CEBPE 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Complement deficiency syndromes 

 

CFD-related complement factor deficiency 

 

CFD 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Complement deficiency syndromes 

 

CFP-related properdin deficiency 

 

CFP 

 

XL 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Pulmonary 

disorders 

 

Cystic fibrosis 
CFTR-related cystic fibrosis and congenital 

absence of the vas deferens 

 

CFTR 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Neurologic 

disorders 

 

Congenital myasthenic syndromes 

 

CHAT-related myasthenia 

 

CHAT 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Thymic defects with additional congenital 

anomalies 

 

CHD7-related CHARGE spectrum disorder 

 

CHD7 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Neurologic 

disorders 

 

Congenital myasthenic syndromes 

 

CHRNA1-related myasthenia 

 

CHRNA1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Neurologic 

disorders 

 

Congenital myasthenic syndromes 

 

CHRNB1-related myasthenia 

 

CHRNB1 

 

AD 

 

New function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Neurologic 

disorders 

 

Congenital myasthenic syndromes 

 

CHRND-related myasthenia 

 

CHRND 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Neurologic 

disorders 
Congenital myasthenic syndromes CHRNE-related myasthenia CHRNE AR Loss of function Clinician ACT Sheet Family ACT Sheet 

Inborn errors of 

immunity 

Combined immunodeficiency (CID), generally 

less profound than SCID 

CHUK-related multiple congenital anomalies 

and immunodeficiency spectrum disorder 

 

CHUK 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hearing loss 

disorders 

 

Congenital hearing loss 

 

CIB2-related hearing loss 

 

CIB2 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Combined immunodeficiency (CID), generally 

less profound than SCID 

CIITA-related major histocompatibility complex 

class II deficiency 

 

CIITA 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Mineralocorticoid disorders 

 

CLCN2-related hyperaldosteronism 

 

CLCN2 

 

AD 

 

New function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Other inborn errors of immunity related to non-

hematopoietic tissues 

 

CLCN7-related osteopetrosis 

 

CLCN7 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/16vAc71KY_NiSMV-LFnVFCQix2ybbp1v3/view?usp=drivesdk
https://drive.google.com/file/d/1t3xbMPP4ubT6P6M9jo7thNhAGWMiR0pJ/view?usp=drivesdk
https://drive.google.com/file/d/1DtloauOVSNr_P0DqMaAg-e-6qDXhZ20w/view?usp=drivesdk
https://drive.google.com/file/d/1GmzIGaRJqbdq6djvPHKZGeQQO_qXqmAi/view?usp=drivesdk
https://drive.google.com/file/d/1nssyAs41_3eFPhrMpm9vlMlYvLJGkPMQ/view?usp=drivesdk
https://drive.google.com/file/d/1KtPiIh9DT4z_wOE_E73SbPoY2jUzt78s/view?usp=drivesdk
https://drive.google.com/file/d/10enMO-fPJlAkBryfCnT_TURO9Pog48s7/view?usp=drivesdk
https://drive.google.com/file/d/1b9yoDKPCiZXEMCYIn0DlFBB4_Xg3mvhC/view?usp=drivesdk
https://drive.google.com/file/d/14oWJezOd2T_1NiPlUwzgdqEK31XnhgDL/view?usp=drivesdk
https://drive.google.com/file/d/1lzW5Lp3FlKJ9ONHe-TyykxrwR8iuKEGh/view?usp=drivesdk
https://drive.google.com/file/d/1PzYjmHkkYKWcx65Yd75awitl_Myb3DUM/view?usp=drivesdk
https://drive.google.com/file/d/1eMdbyw-9-lnyL1gnQE76EgWbLjhsjXLZ/view?usp=drivesdk
https://drive.google.com/file/d/1iLJF-szg2sv1mmRjDatE4mfXBNRwCKUc/view?usp=drivesdk
https://drive.google.com/file/d/1wJcDNgUxOmMILx_tXziw5cFUUYfkjHlv/view?usp=drivesdk
https://drive.google.com/file/d/1oZI9c7tyOY_K0-brmLMEhYz82YI5zyHh/view?usp=drivesdk
https://drive.google.com/file/d/1dQQfyYwlLZBLe2mlDOPn_FibNviQC1Ay/view?usp=drivesdk
https://drive.google.com/file/d/1l1joIUrZ5LqmMno9tiJHFHl59iuzwRMW/view?usp=drivesdk
https://drive.google.com/file/d/1MlZgq9rc1Jk_UE5TvmVjw-n5dh7mOT_T/view?usp=drivesdk
https://drive.google.com/file/d/1f3fq82tG7RQfjCJ26XJk8eEGqTlzTjjJ/view?usp=drivesdk
https://drive.google.com/file/d/1_NFfrDTIGBPdfcmI4tsnVBl5zt4H-ITB/view?usp=drivesdk
https://drive.google.com/file/d/1A1nj16Ht6iExCBj88A297DEhN87JGZch/view?usp=drivesdk
https://drive.google.com/file/d/1bwhdCy4nwO29MM2AkP1t6I3mnO_FxA7Q/view?usp=drivesdk
https://drive.google.com/file/d/1Gvsl_GzliYvPd8CfQETJTOGgR-A4To4y/view?usp=drivesdk
https://drive.google.com/file/d/17C5_UI5gRsrgAGZfeXjnBPpRgiwXBKHL/view?usp=drivesdk
https://drive.google.com/file/d/18pQMlg40Qu9bvpQDvw_nnj5aT6_iLDoV/view?usp=drivesdk
https://drive.google.com/file/d/12pV5kv2zsxzye0j-Kap37t0ademES6t3/view?usp=drivesdk
https://drive.google.com/file/d/1IeSp7T-N5kQSwufDYUx0o9_8JDO_bb9b/view?usp=drivesdk
https://drive.google.com/file/d/1RULnpOoH2DsWUmt8lUOal4Q5N4VdfTvi/view?usp=drivesdk
https://drive.google.com/file/d/1htew4X3riEnriTIGIbsolUp4POEnkivu/view?usp=drivesdk
https://drive.google.com/file/d/1skZawU9hA1NldfEpTYk0o8h7FPrq-BqD/view?usp=drivesdk
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Clinical Area Disease Area Condition Gene Inheritance Mechanism Clinician ACT Sheet Family ACT Sheet 

 

Renal disorders 

 

Salt-wasting tubulopathies 

 

CLCNKB-related Bartter syndrome 

 

CLCNKB 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Confirmed absent in IUIS reports 
CLPB-related caseinolytic peptidase B 

deficiency 

 

CLPB 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Congenital neutropenias 
CLPB-related caseinolytic peptidase B 

deficiency 

 

CLPB 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hearing loss 

disorders 

 

Congenital hearing loss 

 

CLRN1-related Usher syndrome 

 

CLRN1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Neurologic 

disorders 

 

Congenital myasthenic syndromes 

 

COL13A1-related myasthenia 

 

COL13A1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Bone disorders 
COL1A1-related arthrochalasia Ehlers-Danlos 

syndrome 

 

COL1A1 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Bone disorders 
COL1A1-related osteogenesis imperfecta and 

Caffey disease 

 

COL1A1 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Bone disorders 

 

COL1A1-related osteogenesis imperfecta 

 

COL1A1 

 

AD 

 

Dominant negative 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Bone disorders 
COL1A1-related osteogenesis imperfecta-Ehlers-

Danlos spectrum disorder 

 

COL1A1 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Bone disorders 
COL1A2-related arthrochalasia Ehlers-Danlos 

syndrome 

 

COL1A2 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Bone disorders 

 

COL1A2-related osteogenesis imperfecta 

 

COL1A2 

 

AD 

 

Dominant negative 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Bone disorders 
COL1A2-related osteogenesis imperfecta-Ehlers-

Danlos spectrum disorder 

 

COL1A2 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Neurologic 

disorders 

 

Congenital myasthenic syndromes 

 

COLQ-related myasthenia 

 

COLQ 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Non-inflammasome related conditions 
COPA-related autoimmune interstitial lung, 

joint, and kidney disease 

 

COPA 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of coenzyme Q10 biosynthesis 

 

COQ2-related coenzyme Q10 deficiency 

 

COQ2 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/1pHsEoffomK8jbhUoszJzlo0cwzxJ8NMi/view?usp=drivesdk
https://drive.google.com/file/d/16Kkwjty2NHV_o_o-hX9RBJUi4m7pfRap/view?usp=drivesdk
https://drive.google.com/file/d/1Pxx1uBVvV_Ez45At4xIVJ8n8un-TYVQE/view?usp=drivesdk
https://drive.google.com/file/d/1-CTQ3lwYfLJPxU1tbeC48WIdc0rpJ_L_/view?usp=drivesdk
https://drive.google.com/file/d/17TyrgqhGa1_9eAitjjjT3NjFcYwT1Kf3/view?usp=drivesdk
https://drive.google.com/file/d/11crHjMBaDSgdoPLwYbGrhSp2A6SKFvbd/view?usp=drivesdk
https://drive.google.com/file/d/1bN9PVc0GRZAL9xatFFnFOQL2MZnW_EpB/view?usp=drivesdk
https://drive.google.com/file/d/1EDtvqcanx5cOHo_SBMCHt-to00IBMsWw/view?usp=drivesdk
https://drive.google.com/file/d/1ik1EGjKzb8jsZQ72HBioC8UcNXwSbtJC/view?usp=drivesdk
https://drive.google.com/file/d/1fmt1f552bTAVnA3-8FYZ-CcVeqwdpIwF/view?usp=drivesdk
https://drive.google.com/file/d/11FQ6Y2PrTfBrjCYy9Zbvj1l5GWAjbVmE/view?usp=drivesdk
https://drive.google.com/file/d/1t_SyMTII9hIPIFGEaRMigD5Es1gePutY/view?usp=drivesdk
https://drive.google.com/file/d/1bEp6S46be55Hf9W4yBcbAlJpJ5O0YoYU/view?usp=drivesdk
https://drive.google.com/file/d/13D_vtpo4xYDAxi2qKfdr2lfv-AFHYU1e/view?usp=drivesdk
https://drive.google.com/file/d/1rTTNM_olgI0TSUhJa7wLLbrJP9gUBDDZ/view?usp=drivesdk
https://drive.google.com/file/d/1XnTLVfqfZVUob53oFkN1f5klX9yelVoo/view?usp=drivesdk
https://drive.google.com/file/d/1wWGxOFFHRONZGFvezIkRXBw0JNJug1ly/view?usp=drivesdk
https://drive.google.com/file/d/166d5jTvWHCPBtqJmOHga8RWuk2t2zy93/view?usp=drivesdk
https://drive.google.com/file/d/1de_WP9E-oxR4Z5dDjxcRQnbiMQnmSTxM/view?usp=drivesdk
https://drive.google.com/file/d/1p9QVRGoK4zoiE68nCwi4U9OpkzIrubOJ/view?usp=drivesdk
https://drive.google.com/file/d/1W-JtWSyNdxcz1ReybU3phR0vkop9h9Wy/view?usp=drivesdk
https://drive.google.com/file/d/17IkNReMDTNiFZUNrg6OJjA9UUxOrdUV2/view?usp=drivesdk
https://drive.google.com/file/d/1MoXiVjqNUq3Ddnxhrir6lNsLYOQx_zoP/view?usp=drivesdk
https://drive.google.com/file/d/1JgUdGKoHimH-Ao55O7-bVZArIX6uUEiC/view?usp=drivesdk
https://drive.google.com/file/d/1k_CX3yu5lhuCl8XYY2dMaPtEU73rIZ7r/view?usp=drivesdk
https://drive.google.com/file/d/1hJiNWK-VjNfG2JCuDLCE5UkfGqOhHOY_/view?usp=drivesdk
https://drive.google.com/file/d/1ctLYfdCAI5G9a0BIj04PYukRQeZbAV1f/view?usp=drivesdk
https://drive.google.com/file/d/1IE4GwKhnx25TtlhM6YlIV2opzC_8xdWp/view?usp=drivesdk
https://drive.google.com/file/d/1F0ddx_ki38Vb7gF8TMq2GtFotj_BEbmR/view?usp=drivesdk
https://drive.google.com/file/d/1U569FO4UWEWVpCsmkjhUVu-aoisFn2Q1/view?usp=drivesdk
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Clinical Area Disease Area Condition Gene Inheritance Mechanism Clinician ACT Sheet Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of coenzyme Q10 biosynthesis 

 

COQ4-related coenzyme Q10 deficiency 

 

COQ4 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of coenzyme Q10 biosynthesis 

 

COQ6-related coenzyme Q10 deficiency 

 

COQ6 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of coenzyme Q10 biosynthesis 

 

COQ7-related coenzyme Q10 deficiency 

 

COQ7 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of coenzyme Q10 biosynthesis 

 

COQ8A-related coenzyme Q10 deficiency 

 

COQ8A 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Renal disorders 

 

Nephrotic syndrome 

 

COQ8B-related nephrotic syndrome 

 

COQ8B 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of coenzyme Q10 biosynthesis 

 

COQ9-related coenzyme Q10 deficiency 

 

COQ9 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

T-B+ severe combined immune deficiency 

 

CORO1A-related immunodeficiency 

 

CORO1A 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

Urea cycle disorders and inherited 

hyperammonemias 

CPS1-related carbamoylphosphate synthetase I 

deficiency 

 

CPS1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of carnitine metabolism 
CPT1A-related carnitine palmitoyltransferase 

1A deficiency 

 

CPT1A 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of carnitine metabolism 
CPT2-related carnitine palmitoyltransferase 

deficiency 

 

CPT2 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Congenital neutropenias 

 

CSF3R-related neutropenia 

 

CSF3R 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Inborn errors of 

immunity 

 

Bone marrow failure syndromes 

 

CTC1-related telomere biology disorder 

 

CTC1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Regulatory T cell defects 

 

CTLA4-related immune dysregulation 

 

CTLA4 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Renal disorders 

 

Cystinosis 

 

CTNS-related cystinosis 

 

CTNS 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Susceptibility to EBV and lymphoproliferative 

conditions 

 

CTPS1-related immunodeficiency 

 

CTPS1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/1AmmcOTM2T3xu84vH58FIfE1LKjNLRZpv/view?usp=drivesdk
https://drive.google.com/file/d/1M0GEO1ZPrCK6gfCDWFSUgKjNATR8LsCj/view?usp=drivesdk
https://drive.google.com/file/d/1v6IhQDooH7daxhe8Jsv-HejBPeF7jJzI/view?usp=drivesdk
https://drive.google.com/file/d/1pAtzvMvY611Vd_pShDWjphoobu1jmEsE/view?usp=drivesdk
https://drive.google.com/file/d/178FA1yrVX6fxbfrVqWgjZ3piYMvbUrVx/view?usp=drivesdk
https://drive.google.com/file/d/1mHUPn0mr8rMnt1CG1699qp-N1M2wY5Eg/view?usp=drivesdk
https://drive.google.com/file/d/1K1-_ODvyyCGLeeYa53OCPXzlxRG1WYtD/view?usp=drivesdk
https://drive.google.com/file/d/1454Ir_vQFrjP3xbZL_REAjxTojoDIsoy/view?usp=drivesdk
https://drive.google.com/file/d/12X6c_Aik63CS3830GSADfiUcOhMO4bsy/view?usp=drivesdk
https://drive.google.com/file/d/1AGnhQunu1zOSVMcgZ87cXBxrHhx6YsHC/view?usp=drivesdk
https://drive.google.com/file/d/1DtY5vGtTWd-a0K-EFwNR-PT-L7gkGamv/view?usp=drivesdk
https://drive.google.com/file/d/1Qx9RMFmPbAjlL_yzhqbykcTM1hqfAOG4/view?usp=drivesdk
https://drive.google.com/file/d/1L0orPVjdzmJKIV4bfgYkyXOQsI_AaKtN/view?usp=drivesdk
https://drive.google.com/file/d/1eVl8boSLUgFuKb3oZxFrcnl9dj89c18h/view?usp=drivesdk
https://drive.google.com/file/d/19kgb7UkruyBYgsIbXKGm97qNYnqwOFfL/view?usp=drivesdk
https://drive.google.com/file/d/1LWEzKALaezAjmg39AUqaEhyQNQWPqV2n/view?usp=drivesdk
https://drive.google.com/file/d/1RdJqScevjAKJkr9-sLzjmMTK3DdRWWc2/view?usp=drivesdk
https://drive.google.com/file/d/1N66rLFlyiug9CIbCsFz08x1KFfCh0Grt/view?usp=drivesdk
https://drive.google.com/file/d/1LwUKf9ePlNHqZWDHAQdauC3O01ZVS9uB/view?usp=drivesdk
https://drive.google.com/file/d/1uHUAwRAV0rA1w7IOTt6vMy4CzPuvDH5O/view?usp=drivesdk
https://drive.google.com/file/d/1lAcSAv9abth8dky7u1QyBPGTm1kIB4Z1/view?usp=drivesdk
https://drive.google.com/file/d/10GnGHunCDABZQ41q1pnnsFfMNSgHHoYL/view?usp=drivesdk
https://drive.google.com/file/d/1C9gbpA3gC17Ggo0_Q9KvBtOAMFHHPGox/view?usp=drivesdk
https://drive.google.com/file/d/1M-RuJknBglW-wPNCv0ougbgxgCYFqfvw/view?usp=drivesdk
https://drive.google.com/file/d/1Lk_5Tdc75uxSrNhGp_x_Otps8CSK737S/view?usp=drivesdk
https://drive.google.com/file/d/1oBQjYT2RzsNFjIxr8ALAxwDRGSqISjyh/view?usp=drivesdk
https://drive.google.com/file/d/12ZzUTPXujfxMjaeEMdwqsqJYYvEO5UGD/view?usp=drivesdk
https://drive.google.com/file/d/1GCW2v7wsnFcmWZTra5NqT9YQsQdsFDpO/view?usp=drivesdk
https://drive.google.com/file/d/1ZzuE0UhQml7FvYzSaT6LOkRqfCcrZlLf/view?usp=drivesdk
https://drive.google.com/file/d/1W2oW-BvRSs0HWSjjv02xojJxpWacAWEo/view?usp=drivesdk
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Clinical Area Disease Area Condition Gene Inheritance Mechanism Clinician ACT Sheet Family ACT Sheet 

Hereditary cancer 

predisposition 

syndromes 

Childhood solid tumor predisposition 

syndromes 

 

CTR9-related Wilms tumor 

 

CTR9 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Confirmed absent in IUIS reports 
CTSC-related syndromic and nonsyndromic 

periodontitis 

 

CTSC 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hematologic 

disorders 

 

Hereditary anemias 

 

CUBN-related megaloblastic anemia 

 

CUBN 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Adrenal disorders 

 

CUL3-related pseudohypoaldosteronism 

 

CUL3 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Epidermodysplasia verruciformis (HPV) 
CXCR4-related immunodeficiency and heart 

defects spectrum disorder 

 

CXCR4 

 

AD 

 

Increased function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Defects of respiratory burst 

 

CYBA-related chronic granulomatous disease 

 

CYBA 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Defects of respiratory burst; Mendelian 

susceptibility to mycobacterial disease (MSMD) 

 

CYBB-related chronic granulomatous disease 

 

CYBB 

 

XL 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Defects of respiratory burst 

 

CYBC1-related chronic granulomatous disease 

 

CYBC1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Adrenal disorders 
CYP11A1-related congenital adrenal 

insufficiency 

 

CYP11A1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Adrenal disorders 
CYP17A1-related 17-alpha-hydroxylase/17,20-

lyase deficiency 

 

CYP17A1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Parathyroid disorders 

 

CYP24A1-related hypercalcemia 

 

CYP24A1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Lipid and sterol metabolism disorders 
CYP27A1-related cerebrotendinous 

xanthomatosis 

 

CYP27A1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Rickets - vitamin D and phosphate disorders 
CYP2R1-related vitamin D 25-hydroxylase 

deficiency 

 

CYP2R1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Gastrointestinal 

disorders 

 

Bile acid synthesis defects 
CYP7B1-related oxysterol 7α-hydroxylase 

deficiency 

 

CYP7B1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

Disorders of branched-chain amino acid 

metabolism 

 

DBT-related maple syrup urine disease 

 

DBT 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/1MBbOQXtRuMin1V40ILu-B8sbpJ4WWZdT/view?usp=drivesdk
https://drive.google.com/file/d/1-38PTf_oUdw4B1t78_OPv-DuhIHpAsEQ/view?usp=drivesdk
https://drive.google.com/file/d/1Ll0ysInAxCSjSPXTi24bQSGdh18tT__c/view?usp=drivesdk
https://drive.google.com/file/d/100mEfbCo0uUzYGceL5hJT1Shcf_H1QCU/view?usp=drivesdk
https://drive.google.com/file/d/1vCGrXFjbEOV00iEUi_JKycNJO5icWrAS/view?usp=drivesdk
https://drive.google.com/file/d/10nHlzNJC1lMgeMVpSZlD5CRI5Sh3iZ1l/view?usp=drivesdk
https://drive.google.com/file/d/1U1n2Xs0ANCROw59O1ZBafSy9fk20wZrr/view?usp=drivesdk
https://drive.google.com/file/d/1-bzK5MLkKYThQ2b_W_eLb_J-hx_Ix_Vs/view?usp=drivesdk
https://drive.google.com/file/d/1Y3LWYVlYp3Zsbr27wMeBCG4hvQZmDqZd/view?usp=drivesdk
https://drive.google.com/file/d/1KZHuu0NvPOUIR2uc4r2Rs9cdk5KNaow0/view?usp=drivesdk
https://drive.google.com/file/d/10ot0vH6WtDFER4Y98zosWdH4ed-m5N8H/view?usp=drivesdk
https://drive.google.com/file/d/1ZqmU3GVAnuhF19WlFmN3XXNVyK7M8wtZ/view?usp=drivesdk
https://drive.google.com/file/d/1eDfTJskjO3XCUWY_iAL4RRmHwJ5EdBG_/view?usp=drivesdk
https://drive.google.com/file/d/1DpIOVjqz5acGi1xwPzjdOZ8V4XpJHprr/view?usp=drivesdk
https://drive.google.com/file/d/11-fPXxcxAecHWk8C0EydZGrJTGD2wETU/view?usp=drivesdk
https://drive.google.com/file/d/1SOv2TbkGAFDrudf41e4uobs9J8uPUiWB/view?usp=drivesdk
https://drive.google.com/file/d/13TbV_2dB9l1ZGYVit7LF548CsLsVGsje/view?usp=drivesdk
https://drive.google.com/file/d/1uT5gYmhfpdAVQnUHjqJc_pIdVeBp4u7B/view?usp=drivesdk
https://drive.google.com/file/d/10uTadRt41YpMWAE49f06BvnzPOqE9pCj/view?usp=drivesdk
https://drive.google.com/file/d/1bZt-yHMIaFniUtqSzNnF_NcynXVxmsOs/view?usp=drivesdk
https://drive.google.com/file/d/1RgCO6996UOHaPLuBXTBkAmL5M1NJWT2b/view?usp=drivesdk
https://drive.google.com/file/d/1VYlTOnzQNLeYk6k1eCZwOP-82wkGYjXg/view?usp=drivesdk
https://drive.google.com/file/d/12nJb6DYOxfDunqUtPowqx8mt8qaV0SUO/view?usp=drivesdk
https://drive.google.com/file/d/1zPBg9v_VabL55_xEEDvH_XDO8br8UaOj/view?usp=drivesdk
https://drive.google.com/file/d/1rfQCKnlYWanDGDfXEd_GQO7HNhzSWSYw/view?usp=drivesdk
https://drive.google.com/file/d/1ar0whCcTHPHjm34VPFCCIE9cv_zwflwS/view?usp=drivesdk
https://drive.google.com/file/d/1ETycKwmuf-xsPb_7leY0LBP0r9VrABSg/view?usp=drivesdk
https://drive.google.com/file/d/1j-iddR7qwoRigm_t08D3Pwq91cN98kmY/view?usp=drivesdk
https://drive.google.com/file/d/1dNAVCkaOVaDXkif2vGrKBZpRsoq1LBP9/view?usp=drivesdk
https://drive.google.com/file/d/1LaPyi84ZSFQBx3zAR4pQd70YGh4-oygS/view?usp=drivesdk
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Clinical Area Disease Area Condition Gene Inheritance Mechanism Clinician ACT Sheet Family ACT Sheet 

Inborn errors of 

immunity 

 

T-B- severe combined immune deficiency 

 

DCLRE1C-related immunodeficiency 

 

DCLRE1C 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Monoamine neurotransmission 
DDC-related aromatic L-amino acid 

decarboxylase deficiency 

 

DDC 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Regulatory T cell defects 

 

DEF6-related immune dysregulation disorder 

 

DEF6 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Gastrointestinal 

disorders 

 

Congenital diarrheal disorders 

 

DGAT1-related protein-losing enteropathy 

 

DGAT1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Confirmed absent in IUIS reports 

 

DGKE-related nephropathy 

 

DGKE 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Inherited metabolic 

disorders 

 

Disorders of folate metabolism 

 

DHFR-related dihydrofolate reductase 

deficiency 

 

DHFR 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Gonadal dysgenesis disorders 

 

DHH-related variations of sex characteristics 

 

DHH 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Gonadal dysgenesis disorders 

 

DHX37-related male gonadal dysgenesis 

 

DHX37 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Other defects 

 

DIAPH1-related neurodevelopmental disorder 

 

DIAPH1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hereditary cancer 

predisposition 

syndromes 

Childhood solid tumor predisposition 

syndromes 

DICER1-related pleuropulmonary blastoma 

familial tumor predisposition syndrome 

 

DICER1 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Bone marrow failure syndromes 

 

DKC1-related telomere biology disorder 

 

DKC1 

 

XL 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of pyruvate metabolism 
DLAT-related pyruvate dehydrogenase 

deficiency 

 

DLAT 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of pyruvate metabolism 
DLD-related dihydrolipoamide dehydrogenase 

deficiency 

 

DLD 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Neurologic 

disorders 

 

Muscular dystrophy 

 

DMD-related muscular dystrophy 

 

DMD 

 

XL 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Bone disorders 

 

DMP1-related hypophosphatemic rickets 

 

DMP1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/1ighcjzOpVM5pGDdCjYmyb8wLm0dMmrzB/view?usp=drivesdk
https://drive.google.com/file/d/1D6YnSvGCzyG9kxHWoepQZvmLYuPbgElc/view?usp=drivesdk
https://drive.google.com/file/d/1uVwQomMvCA7oTQf2OVkJ-InpeREqilHM/view?usp=drivesdk
https://drive.google.com/file/d/1YB4c0Kih3nWpUxg-RSegukcJsLpi64vC/view?usp=drivesdk
https://drive.google.com/file/d/1p94HSpCsvibYz5e4S3kQ8IJDKgkXqAbU/view?usp=drivesdk
https://drive.google.com/file/d/1VFFfW8VQ4Px4pw-sNBrcfhwoxtxERFHs/view?usp=drivesdk
https://drive.google.com/file/d/1xhwyB9fqSX4dJMCxMPQYi7q9ue3_UO6a/view?usp=drivesdk
https://drive.google.com/file/d/1ZAqY6sI-HlcVFxtQyxioUDZbhEB_Na1N/view?usp=drivesdk
https://drive.google.com/file/d/1-qGU9imrd3Vs62lxc4A1obti7KVO-n5q/view?usp=drivesdk
https://drive.google.com/file/d/1LbU4QDiBg8eJpjW-laTAdH2W71SwYo4N/view?usp=drivesdk
https://drive.google.com/file/d/1503ubLzPvc6vCqO54PvPaVtEpYbc6oHW/view?usp=drivesdk
https://drive.google.com/file/d/1HzoWZUMfKmf-lZOpPaoKEDnQqowIQcc7/view?usp=drivesdk
https://drive.google.com/file/d/1Cy8-iXsvbQlS21gW6xmXMkVgM3ltLy_x/view?usp=drivesdk
https://drive.google.com/file/d/1GaeA5cwEy4965a7xR5Q3dgIy6_ymuBhx/view?usp=drivesdk
https://drive.google.com/file/d/1oA62NzbkDSw2XtSKAWvNC3pgefMadieO/view?usp=drivesdk
https://drive.google.com/file/d/1ba5b-ffCPUpo-sdHX674Ybb048hzM-rL/view?usp=drivesdk
https://drive.google.com/file/d/1UCxUjCOfp_gBVc7w5R9eMoOPDP68IWb0/view?usp=drivesdk
https://drive.google.com/file/d/1v9uXimDzLupFff90mlr1pZTFxxTof2tq/view?usp=drivesdk
https://drive.google.com/file/d/1q3aDHH3cwOoSCDANOjIzdFd9oK989EaH/view?usp=drivesdk
https://drive.google.com/file/d/1YNAGRfDjObX5jYYe4NqHxEiS3110YWsZ/view?usp=drivesdk
https://drive.google.com/file/d/1UHDWbQLgxqvU_lFf9EnokQ2MdX6rAUiS/view?usp=drivesdk
https://drive.google.com/file/d/1cNrJfl5de6eswRPHX88ELjwSO-GtjZ1N/view?usp=drivesdk
https://drive.google.com/file/d/1IWNtnhc_oqygoYirc4UoWxvGolT9jeq5/view?usp=drivesdk
https://drive.google.com/file/d/1bYb1GZawkw8nvDJCPt4OeJlvQa3hFaop/view?usp=drivesdk
https://drive.google.com/file/d/1-vfcay0IAD8ZR8-vdt8l4xVMO8alNEkB/view?usp=drivesdk
https://drive.google.com/file/d/1KxCwdas4jmFU0tWt4o1nnIgA1K_MRAJA/view?usp=drivesdk
https://drive.google.com/file/d/1e3OJoYQC-FR2mWHXxoMaUnTZECfuwJ9E/view?usp=drivesdk
https://drive.google.com/file/d/1a0iHiL488LXphGAlZYLFcyK6BtBDhS08/view?usp=drivesdk
https://drive.google.com/file/d/1zK4bbjP7z-Y54dyoK84qh2OGTDRKmsY8/view?usp=drivesdk
https://drive.google.com/file/d/1eR54_F9GUgLKBj-L62FZQMnNNF2rhpqp/view?usp=drivesdk
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Clinical Area Disease Area Condition Gene Inheritance Mechanism Clinician ACT Sheet Family ACT Sheet 

Inherited metabolic 

disorders 

 

Monoamine neurotransmission 

 

DNAJC12-related hyperphenylalaninemia 

 

DNAJC12 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Congenital neutropenias 

 

DNAJC21-related bone marrow failure disorder 

 

DNAJC21 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Type 1 interferonopathies 
DNASE1L3-related systemic lupus 

erythematosus 

 

DNASE1L3 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Other DNA repair defects 
DNMT3B-related immunodeficiency and 

multiple anomalies spectrum disorder 

 

DNMT3B 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Immune dysregulation with colitis 
DOCK11-related immune dysregulation 

disorder 

 

DOCK11 

 

XL 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Combined immunodeficiency (CID), generally 

less profound than SCID 

 

DOCK2-related immunodeficiency 

 

DOCK2 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Combined immunodeficiency (CID), generally 

less profound than SCID 

 

DOCK8-related immunodeficiency syndrome 

 

DOCK8 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Neurologic 

disorders 

 

Congenital myasthenic syndromes 

 

DOK7-related myasthenia 

 

DOK7 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Neurologic 

disorders 

 

Congenital myasthenic syndromes 
DPAGT1-related congenital disorder of 

glycosylation (CDG Ij) 

 

DPAGT1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Thyroid disorders 

 

DUOXA2-related hypothyroidism 

 

DUOXA2 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Organic acidurias 
ECHS1-related mitochondrial short-chain enoyl-

CoA hydratase 1 deficiency 

 

ECHS1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Congenital neutropenias 

 

EFL1-related Shwachman-Diamond syndrome 

 

EFL1 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 
Congenital hyperinsulinism, neonatal diabetes 

mellitus, and pancreatic beta cell disorders 

 

EIF2AK3-related diabetes 

 

EIF2AK3 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Pituitary hormone disorders 
EIF2S3-related neurodevelopmental disorder 

with multiple anomalies 

 

EIF2S3 

 

XL 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Congenital neutropenias 

 

ELANE-related neutropenia 

 

ELANE 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/1GWJDGLny7JL3E1vlzbA4nGTD2lD6RB4n/view?usp=drivesdk
https://drive.google.com/file/d/1fh6F0cGHok3M8oXlylg2pGvnPgc9N_m3/view?usp=drivesdk
https://drive.google.com/file/d/1PGdkBvb12X6IgnGuWqqJUbD16OeqkTg1/view?usp=drivesdk
https://drive.google.com/file/d/1lRzQ10vLP8MXMCQbp9JROSMempGU9hOx/view?usp=drivesdk
https://drive.google.com/file/d/1bRr7CAHWWP50Sj_Xm79jEZBx2N4jOBNQ/view?usp=drivesdk
https://drive.google.com/file/d/1wIoED-Nn3LeacTX98U_6zisUvL4urhtR/view?usp=drivesdk
https://drive.google.com/file/d/1URmk2AUwGfM_w3Zy-lpvskCZwTTxW0cc/view?usp=drivesdk
https://drive.google.com/file/d/1osLP1GQkKt59zBnaZ0UhYO6LEmUinSkr/view?usp=drivesdk
https://drive.google.com/file/d/1T1DONmrZCYEYBbWiDDEvzVBOCX4kBnS3/view?usp=drivesdk
https://drive.google.com/file/d/1NLOi-JXEEIlJbFAJgaHUWWscCyKFsY81/view?usp=drivesdk
https://drive.google.com/file/d/1zbzv0uqnv13SxFZs80Kr8on4Y0_B7Frh/view?usp=drivesdk
https://drive.google.com/file/d/1oS1T7I5055gP7WzlCgXKdR47w41tkZJL/view?usp=drivesdk
https://drive.google.com/file/d/1y5j2KAUjJodpCfwl-Zuvyid7ZMti2gAm/view?usp=drivesdk
https://drive.google.com/file/d/16jXMCYyrKIwapdhVIj5dphWWVKFq-ao6/view?usp=drivesdk
https://drive.google.com/file/d/1a56UEPqAIedG6Yl3zQAaJZPrNMjiXUXW/view?usp=drivesdk
https://drive.google.com/file/d/1Ie8wQhHF7QltMTdmC4SA-P53HAh7ViPR/view?usp=drivesdk
https://drive.google.com/file/d/1hKjI6tiC52k1S3Py5kxa-MnH1ddTsGey/view?usp=drivesdk
https://drive.google.com/file/d/10JPypRmYPM8HN-7jPJWXuDk8xXbMt-Jo/view?usp=drivesdk
https://drive.google.com/file/d/1QHBMSlpPd3vlEQ1mHtZ3d2KJzxMwgxd9/view?usp=drivesdk
https://drive.google.com/file/d/1yLhIRPMvz6xgbU_QNm-e8aGyflgySSin/view?usp=drivesdk
https://drive.google.com/file/d/1bRiLH4AsvZsw22XR_CCVBHf9P35xZs7D/view?usp=drivesdk
https://drive.google.com/file/d/1z6xzl5CNjog4EZnjzCC0M1wd71_5YdwY/view?usp=drivesdk
https://drive.google.com/file/d/1jtgWog6Q83thTRXIQi4DimTJkd1WCtr5/view?usp=drivesdk
https://drive.google.com/file/d/1qplTQnvaHJK1j1986wqaFyoQEwiB8kOD/view?usp=drivesdk
https://drive.google.com/file/d/1iAHSPV9VeNJbcFV7vUfl35_A93_DAEL4/view?usp=drivesdk
https://drive.google.com/file/d/1d2WCJUkvDZwkeyW68s_gy6FdXwe52AIN/view?usp=drivesdk
https://drive.google.com/file/d/18dvvV2w4yyW5tP3QYf9NU4qTk67Pnobd/view?usp=drivesdk
https://drive.google.com/file/d/1u2sGhmKcndgVTAjHdiHNBxM6nHbMPHlJ/view?usp=drivesdk
https://drive.google.com/file/d/1RKrSLjEWrm2Wur-cw01BKXc6JY9wbupP/view?usp=drivesdk
https://drive.google.com/file/d/1PbybsWaEUD94wLME_7_WbqN7XFe0SPgm/view?usp=drivesdk


Sunshine Genetics Tier 1 Gene - Condition List 
Derived from the Bridges-NBS Condition List, Excluding G6PD Deficiency 

 Page 16 of 53 

 

 

 

 

Clinical Area Disease Area Condition Gene Inheritance Mechanism Clinician ACT Sheet Family ACT Sheet 

Inborn errors of 

immunity 

 

Immune dysregulation with colitis 

 

ELF4-related autoinflammatory disorder 

 

ELF4 

 

XL 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Cardiac disorders 

 

Generalized arterial calcification of infancy 

 

ENPP1-related ectopic mineralization disorder 

 

ENPP1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Gastrointestinal 

disorders 

 

Congenital diarrheal disorders 

 

EPCAM-related congenital tufting enteropathy 

 

EPCAM 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Other defects 
EPG5-related neurodevelopmental disorder with 

multiple anomalies 

 

EPG5 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of mitochondrial fatty acid oxidation 
ETFA-related multiple acyl-CoA dehydrogenase 

deficiency 

 

ETFA 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of mitochondrial fatty acid oxidation 
ETFB-related multiple acyl-CoA dehydrogenase 

deficiency 

 

ETFB 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of mitochondrial fatty acid oxidation 
ETFDH-related multiple acyl-CoA 

dehydrogenase deficiency 

 

ETFDH 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

Disorders of the metabolism of sulfur-

containing amino acids and hydrogen sulfide 

 

ETHE1-related ethylmalonic encephalopathy 

 

ETHE1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Immuno-osseous dysplasias 
EXTL3-related skeletal dysplasia with 

immunodeficiency 

 

EXTL3 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hematologic 

disorders 

 

Bleeding disorders 

 

F10-related factor X deficiency 

 

F10 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hematologic 

disorders 

 

Bleeding disorders 

 

F11-related factor XI deficiency 

 

F11 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hematologic 

disorders 

 

Bleeding disorders 

 

F12-related factor XII deficiency 

 

F12 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hematologic 

disorders 

 

Bleeding disorders 

 

F13A1-related factor XIII deficiency 

 

F13A1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hematologic 

disorders 

 

Bleeding disorders 

 

F13B-related factor XIII deficiency 

 

F13B 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hematologic 

disorders 

 

Bleeding disorders 

 

F2-related prothrombin deficiency 

 

F2 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/1S5Ap8FPc1SqlynWjjZU2Ca91_n0Flcdn/view?usp=drivesdk
https://drive.google.com/file/d/1ZN_zhVheJELNhxZUqkKn4AQCyOYjS0AG/view?usp=drivesdk
https://drive.google.com/file/d/1eyWS4nl0AeBBe_2RDv0740uT3vOZXDmp/view?usp=drivesdk
https://drive.google.com/file/d/1jVMBQetEdFZVGpuGazBTPDljbwYIpjry/view?usp=drivesdk
https://drive.google.com/file/d/1k0dmFSOSnJUJmFEamFCe3540GWCRQ85F/view?usp=drivesdk
https://drive.google.com/file/d/1haLERzr43ilsqlwMffkgMnG7K-FXxyCP/view?usp=drivesdk
https://drive.google.com/file/d/10aSBew96JPZN7uKIY_z4tbl18ZkjxaAm/view?usp=drivesdk
https://drive.google.com/file/d/1kefSTE4B1CzbIMuq6WZ6GDPqrZ5kgBkz/view?usp=drivesdk
https://drive.google.com/file/d/1bJ4KLDWxbe0yfYchIuOLaADictCyK4oo/view?usp=drivesdk
https://drive.google.com/file/d/1ezF8a2TZ95L5s5pbppFNV7RRHnSfDiZx/view?usp=drivesdk
https://drive.google.com/file/d/18bA6kD2khKXOMkp0hM525SgcRwMW77CT/view?usp=drivesdk
https://drive.google.com/file/d/13s3TxRyFfopVL1N4hhh0lSRWgLjhnpIz/view?usp=drivesdk
https://drive.google.com/file/d/187n6iBTHdXPGyyvG5Kl4vajHgSpAQKD0/view?usp=drivesdk
https://drive.google.com/file/d/1aCWxYHV1lXKQQ-nFV4n1bQ_OmKhnSSuq/view?usp=drivesdk
https://drive.google.com/file/d/12Ik6-LnybMUWDvW_mDA9OWJQxbD4Z8tY/view?usp=drivesdk
https://drive.google.com/file/d/1AUrBlxGb9XENG4lE4qJYnVBUto9q-eky/view?usp=drivesdk
https://drive.google.com/file/d/1chRxHIuCehUKgVon3VpokLFSrjR4qENi/view?usp=drivesdk
https://drive.google.com/file/d/1BoVerPelmzd2yP-iQ8yoM3n-79RfYQvu/view?usp=drivesdk
https://drive.google.com/file/d/1h9rj2pgVJmzVLYAjauey5yaTZ8GFug4M/view?usp=drivesdk
https://drive.google.com/file/d/1qdxek5OSMYDEa8MOmF2rTQ7ssMn45vB-/view?usp=drivesdk
https://drive.google.com/file/d/1DjF5Pfm1r5vOzC7Jv745_vgi0rueC3Kh/view?usp=drivesdk
https://drive.google.com/file/d/12-Ni_UqGCRw8TtSs3Vh58NF5TFdAf99_/view?usp=drivesdk
https://drive.google.com/file/d/1l-8nUH5wmb7-uTgJP1EZ1m9c-yvtqwYz/view?usp=drivesdk
https://drive.google.com/file/d/1ZcXHeHLJxE6H7KArALdfInS9-HtAGHjp/view?usp=drivesdk
https://drive.google.com/file/d/101ROL5ulc39w_jLa4sUXPLLOm39xpLsy/view?usp=drivesdk
https://drive.google.com/file/d/10TQHRKoLhXwoCT7kT4sgE0fJNDqHvKQa/view?usp=drivesdk
https://drive.google.com/file/d/1Rbc_9qw_IsI34We85gH2kyjHT68KJc65/view?usp=drivesdk
https://drive.google.com/file/d/15yLYoEiudz6yxxN411qGaFM1eDa_xUnT/view?usp=drivesdk
https://drive.google.com/file/d/1b4-lToAt5zTkS1yfcCOBFxLHismtuWsG/view?usp=drivesdk
https://drive.google.com/file/d/1qRmSFxuU3RiOUo2r-bX5wXabN2_QZ2M_/view?usp=drivesdk
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Clinical Area Disease Area Condition Gene Inheritance Mechanism Clinician ACT Sheet Family ACT Sheet 

Hematologic 

disorders 

 

Bleeding disorders 

 

F5-related deficiency 

 

F5 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hematologic 

disorders 

 

Bleeding disorders 

 

F7-related factor VII deficiency 

 

F7 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hematologic 

disorders 

 

Bleeding disorders 

 

F8-related hemophilia 

 

F8 

 

XL 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hematologic 

disorders 

 

Bleeding disorders 

 

F9-related hemophilia 

 

F9 

 

XL 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Inborn errors of 

immunity 

 

Autoimmune lymphoproliferative syndrome 

(ALPS) 

 

FADD-related immunodeficiency with multiple 

anomalies 

 

FADD 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

Disorders of phenylalanine and tyrosine 

metabolism 

 

FAH-related tyrosinemia 

 

FAH 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Parathyroid disorders 

 

FAM111A-related skeletal dysplasia 

 

FAM111A 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Autoimmune lymphoproliferative syndrome 

(ALPS) 

FAS-related autoimmune lymphoproliferative 

syndrome 

 

FAS 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Autoimmune lymphoproliferative syndrome 

(ALPS) 

FASLG-related autoimmune 

lymphoproliferative syndrome 

 

FASLG 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of gluconeogenesis 
FBP1-related fructose-1,6-bisphosphatase 

deficiency 

 

FBP1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Combined immunodeficiency (CID), generally 

less profound than SCID 

 

FCHO1-related immunodeficiency 

 

FCHO1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hematologic 

disorders 

 

Erythropoietic porphyrias 

 

FECH-related erythropoietic protoporphyria 

 

FECH 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Defects of motility 

 

FERMT3-related leukocyte adhesion deficiency 

 

FERMT3 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hematologic 

disorders 

 

Bleeding disorders 

 

FGA-related congenital fibrinogen deficiency 

 

FGA 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hematologic 

disorders 

 

Bleeding disorders 

 

FGB-related congenital fibrinogen deficiency 

 

FGB 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/1-d8VTE4nSL6NbFWhuZEGPqWzD_VR1SGv/view?usp=drivesdk
https://drive.google.com/file/d/1x4G5Cyy6LBxROPkIkAWC9FodCgsE5ScW/view?usp=drivesdk
https://drive.google.com/file/d/19wdGIxHojmY-g__PKtOzBfSKjSwLhi3H/view?usp=drivesdk
https://drive.google.com/file/d/1GL9cidNW0xl2JFzT-cBa9JVad6vWVIAa/view?usp=drivesdk
https://drive.google.com/file/d/171MccDlMnPeHt0TTbaMHhBJncPnBx38S/view?usp=drivesdk
https://drive.google.com/file/d/1B2dE1pA-TdY9vL3NpgGUBAiYjTTqTwZD/view?usp=drivesdk
https://drive.google.com/file/d/1IQ6Bs21bbGnuU997QbtaO4V83KLujKk9/view?usp=drivesdk
https://drive.google.com/file/d/1YSBQlq1-KEdNiYgvojgfQux5OuEe2lfw/view?usp=drivesdk
https://drive.google.com/file/d/18CE4FiX4PBMvnMW8ofJHf2X3X48pb10L/view?usp=drivesdk
https://drive.google.com/file/d/1P1ZKl8Kajmvh-nuIwmNNej8vGKIGVwfd/view?usp=drivesdk
https://drive.google.com/file/d/1pSAr9EtQHRs30xo_B9-G_eZ0fOlLAUvK/view?usp=drivesdk
https://drive.google.com/file/d/1ULSdvY1iG90c8_3jpjIQdiJPpREpARCs/view?usp=drivesdk
https://drive.google.com/file/d/1fKi1n0WHt7tZhMqlGNtZLp5D4txWoot5/view?usp=drivesdk
https://drive.google.com/file/d/1BSjOvRKsi7sx9wEzyRDYmkeeWl8zQKwL/view?usp=drivesdk
https://drive.google.com/file/d/1zsPi1JFGRuLxMLpSF1Fds5h-sFFfMCGI/view?usp=drivesdk
https://drive.google.com/file/d/1ocEoQXNOOrEki7JEjvDcDgDug5towRAA/view?usp=drivesdk
https://drive.google.com/file/d/1PC_lZSboUOrLThMAqTyKMdsXXrSxe9Bw/view?usp=drivesdk
https://drive.google.com/file/d/15JdKpN2JmF50MojtHc4e4W_M2L4UJKzV/view?usp=drivesdk
https://drive.google.com/file/d/19yia-sPibOTv41-ORRclXwjZ0QSYW7tQ/view?usp=drivesdk
https://drive.google.com/file/d/1QV-I6RfIa95z48oGNNPTZxWfjuGLlvq-/view?usp=drivesdk
https://drive.google.com/file/d/1JFaWf5cD2sDnEPg283enz66SbxCM8MIQ/view?usp=drivesdk
https://drive.google.com/file/d/14flzoWSfX_Y2DwgOffJqAETjP0uYZHmK/view?usp=drivesdk
https://drive.google.com/file/d/1s2DxUPAuqOGHN0iJn43Sg1n7pTq8Feo9/view?usp=drivesdk
https://drive.google.com/file/d/1gvNHCkZuaiDRWOH3tWRgddplJN1ROq7J/view?usp=drivesdk
https://drive.google.com/file/d/1Z2gS2cTotvCsswMZR_541-VWXz-eaQxW/view?usp=drivesdk
https://drive.google.com/file/d/1Vyrgrm5ItixDIM0uwy-DUYZyYtccXmA2/view?usp=drivesdk
https://drive.google.com/file/d/1hV8-oiacntTpQ6LYvz78QBY2ooOdIIYc/view?usp=drivesdk
https://drive.google.com/file/d/1XKnH063ccsWIq4VA0WrUZY3KVyJyzWVL/view?usp=drivesdk
https://drive.google.com/file/d/11g5L_03n6pEM9WSB8LrQ374PWISiS8w0/view?usp=drivesdk
https://drive.google.com/file/d/13cHNUigXn_bXVoerwJ4-t5KZOVTqqzaQ/view?usp=drivesdk
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Endocrine disorders 

 

Bone disorders 

 

FGF23-related hypophosphatemic rickets 

 

FGF23 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Pituitary hormone disorders 
FGFR1-related hypogonadotropic 

hypogonadism 

 

FGFR1 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Skeletal dysplasia 

 

FGFR3-related skeletal dysplasia 

 

FGFR3 

 

AD 

 

New function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hematologic 

disorders 

 

Bleeding disorders 

 

FGG-related fibrinogen deficiency 

 

FGG 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Bone disorders 

 

FKBP10-related osteogenesis imperfecta 

 

FKBP10 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of riboflavin metabolism 
FLAD1-related flavin adenine dinucleotide 

synthetase deficiency 

 

FLAD1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Severe reduction in all serum Ig isotypes with 

profoundly decreased or absent B cells, 

agammaglobulinemia 

FNIP1-related immunodeficiency with 

cardiomyopathy spectrum disorder 

 

FNIP1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Neurologic 

disorders 
Folate metabolism disorder 

FOLR1-related cerebral folate transport 

deficiency 
FOLR1 AR Loss of function Clinician ACT Sheet Family ACT Sheet 

 

Endocrine disorders 

 

Pituitary hormone disorders 

 

FOXA2-related multiple anomalies 

 

FOXA2 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Thyroid disorders 
FOXE1-related hypothyroidism with 

craniofacial anomalies 

 

FOXE1 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Thymic defects with additional congenital 

anomalies 

 

FOXN1-related immunodeficiency 

 

FOXN1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Thymic defects with additional congenital 

anomalies 

 

FOXN1-related lymphopenia 

 

FOXN1 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Regulatory T cell defects 
FOXP3-related immunodysregulation, 

polyendocrinopathy, and enteropathy 

 

FOXP3 

 

XL 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of glycoprotein degradation 

 

FUCA1-related alpha-L-fucosidase deficiency 

 

FUCA1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of N-linked protein glycosylation 
FUT8-related congenital disorder of 

glycosylation 

 

FUT8 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/1Dje9xWJJjhdD9i4NxOhAjOkV5ExekY5G/view?usp=drivesdk
https://drive.google.com/file/d/15VRVePKtYDv8Aj0gWoktFyHmCMD1aXhV/view?usp=drivesdk
https://drive.google.com/file/d/1dA-sKwcMNOkG5xSu73wNIR-NwpYHePt6/view?usp=drivesdk
https://drive.google.com/file/d/1iWBhfnwfwLqcNMec6mpw2Ky6ihob6jdf/view?usp=drivesdk
https://drive.google.com/file/d/1YAull-IpPPHarpBaTBCfv53Sfc7a_wNG/view?usp=drivesdk
https://drive.google.com/file/d/1wt27CkKhMo760WCylhrfcKj1IhkhlwHy/view?usp=drivesdk
https://drive.google.com/file/d/1jIv8574kUKjPX2J8Cr9JToNd1Ap2ZOSx/view?usp=drivesdk
https://drive.google.com/file/d/1qWqN40f_8t076fct7SLZahWt2RiBowqH/view?usp=drivesdk
https://drive.google.com/file/d/1nIh4l6Np8Qr9dFXlaIK01Tx5Wb0dGAtA/view?usp=drivesdk
https://drive.google.com/file/d/10IjAEiBLiO-NAv-HUcDbx3Av2Lg0EdlM/view?usp=drivesdk
https://drive.google.com/file/d/1E1esI0m-uRucHTIuXqV9E_zsR70rih6-/view?usp=drivesdk
https://drive.google.com/file/d/1r8Myli4zUVq8yxiX-hcfUZUFGug6JdVn/view?usp=drivesdk
https://drive.google.com/file/d/1VKMOBNaDU5u6App0izyJ5QV0GXdo5PdN/view?usp=drivesdk
https://drive.google.com/file/d/1yMz-OTOzBrcy2Fu_Drq5lPhTX456yVa9/view?usp=drivesdk
https://drive.google.com/file/d/1kaj3FrmtT2SfItZAlzp-f7VbWrVQhH26/view?usp=drivesdk
https://drive.google.com/file/d/1EIIYXq6P6fFgdRvtGP7E-qZ9rHijizJH/view?usp=drivesdk
https://drive.google.com/file/d/1dtnJSirL_SfkfnD5Qkx8CyLWAGJb2ad_/view?usp=drivesdk
https://drive.google.com/file/d/15Ns0ls0UThe04Opjb8pYrI1TrCD07I7q/view?usp=drivesdk
https://drive.google.com/file/d/1OZK10KdWqPUa18bzWmI-nY0lF1zc3PM5/view?usp=drivesdk
https://drive.google.com/file/d/1djbXau0wIEM-aAC2LgID9csrFbm2E2i0/view?usp=drivesdk
https://drive.google.com/file/d/1_TLoaZJwQZ2Lfj__WSzUJYAo04fkOnlP/view?usp=drivesdk
https://drive.google.com/file/d/1bZOtbW0wZkYcRQ2jFphq_QJ_MHPMUJG3/view?usp=drivesdk
https://drive.google.com/file/d/1D6cGXHMy_MFPI7tv0nIFG2mpJDsihVQ4/view?usp=drivesdk
https://drive.google.com/file/d/1nnbD4YKAYs9qRnW2pc1pBNXdYhJv1xFx/view?usp=drivesdk
https://drive.google.com/file/d/16RUDwiEmBMJlTaK34dY-GPiFfunYjvWs/view?usp=drivesdk
https://drive.google.com/file/d/1Y0uH8puenwAxaHEvNcldytDikE4OqAT6/view?usp=drivesdk
https://drive.google.com/file/d/1BvMpq6iQsYfViAjxeFqpt2H8oLkddKOO/view?usp=drivesdk
https://drive.google.com/file/d/1SZJakZZh37NDxMi_cI0Gct4X59CdkxUO/view?usp=drivesdk
https://drive.google.com/file/d/1WWCKDNYOHrMhezaU4UNM7A_bheuiGJcp/view?usp=drivesdk
https://drive.google.com/file/d/1c7wEN7LkJ-XaPHlCxvdMh1TMo3XoTRrW/view?usp=drivesdk
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Clinical Area Disease Area Condition Gene Inheritance Mechanism Clinician ACT Sheet Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of glycogen metabolism 

 

G6PC1-related glycogen storage disease 1 

 

G6PC1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Congenital neutropenias 

 

G6PC3-related neutropenia spectrum disorder 

 

G6PC3 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

Other disorders of complex molecule 

degradation 

 

GAA-related glycogen storage disease 2 

 

GAA 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of sphingolipid degradation 

 

GALC-related Krabbe disease 

 

GALC 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of galactose and fructose metabolism 

 

GALK1-related galactokinase deficiency 

 

GALK1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of galactose and fructose metabolism 

 

GALM-related galactosemia 

 

GALM 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Inherited metabolic 

disorders 

 

Disorders of glycosaminoglycan degradation 

 

GALNS-related mucopolysaccharidosis type 4 

 

GALNS 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Bone disorders 
GALNT3-related congenital disorder of 

glycosylation 

 

GALNT3 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of galactose and fructose metabolism 

 

GALT-related galactosemia 

 

GALT 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of creatine metabolism 
GAMT-related guanidinoacetate 

methyltransferase deficiency 

 

GAMT 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hematologic 

disorders 

 

Syndromic disorders 

 

GATA1-related cytopenia 

 

GATA1 

 

XL 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Other non-lymphoid defects 

 

GATA2-related GATA2 deficiency 

 

GATA2 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Parathyroid disorders 
GATA3-related hypoparathyroidism, hearing 

loss, and renal dysplasia 

 

GATA3 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 
Congenital hyperinsulinism, neonatal diabetes 

mellitus, and pancreatic beta cell disorders 

 

GATA6-related multiple anomalies 

 

GATA6 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of creatine metabolism 
GATM-related arginine:glycine 

amidinotransferase deficiency 

 

GATM 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/1AiXdRekSD5bxTwrqQPITG8SUP4e1IPaQ/view?usp=drivesdk
https://drive.google.com/file/d/1ZRV0zMZPtdcFCPlQAaEhKeGqgesTAigg/view?usp=drivesdk
https://drive.google.com/file/d/1v6qKRLY_85e2etpIm98pUTjYBfmUmcbI/view?usp=drivesdk
https://drive.google.com/file/d/1Ui7KzlqFNiFePlzfYEIZjANct_tK8JE3/view?usp=drivesdk
https://drive.google.com/file/d/1aJOdp4BkkZd0iHVIcWzZq86S1NrpdOec/view?usp=drivesdk
https://drive.google.com/file/d/1o5BKunzT4sXDWbAhpqNoQRrdFiDF8RFl/view?usp=drivesdk
https://drive.google.com/file/d/1HiCyUG3bTgeOQNassQMZbsK010m_gb16/view?usp=drivesdk
https://drive.google.com/file/d/1OFiWzWPgtyqLZMp5-eaIMPD9eDlnkRMe/view?usp=drivesdk
https://drive.google.com/file/d/1ZbeB5u2FzPfF4osHFvb_sHVS_YVma3sr/view?usp=drivesdk
https://drive.google.com/file/d/1uvjMDSqWYi5lPXdRjoCrDuJ1wTsg--1F/view?usp=drivesdk
https://drive.google.com/file/d/1Ek_TbY0XfWa8XMTkG-6WF-u_hcj4X-sy/view?usp=drivesdk
https://drive.google.com/file/d/1KqlhKe8pONdscB18JmBsnMYHmrogQK0z/view?usp=drivesdk
https://drive.google.com/file/d/1D27EbBk81eZU7zRM19S-KY17loI4s09Y/view?usp=drivesdk
https://drive.google.com/file/d/1IQTv-1hdmUF-0XlOLBeb3XW4I3C8zDFi/view?usp=drivesdk
https://drive.google.com/file/d/1rP0qE2ZdFF_AP0nLigjPY1z6wMmVDig5/view?usp=drivesdk
https://drive.google.com/file/d/15bLkkLKziWhrkwJtt32D1uzaUTQgv-Yp/view?usp=drivesdk
https://drive.google.com/file/d/19lq5bFRjv9nOiq6ceb90uPPgOFUfTqQA/view?usp=drivesdk
https://drive.google.com/file/d/1_2Vzl46w-bHEZh3GeKadWbvymSmeqG-m/view?usp=drivesdk
https://drive.google.com/file/d/1WYUMlPfAvk5HRfdXuMCAqGLNc0AAuOni/view?usp=drivesdk
https://drive.google.com/file/d/1qIuBR8ZByrfZa1k4D1RY02-z8BjorJGK/view?usp=drivesdk
https://drive.google.com/file/d/1p8M30aLmF9tFAbMA-exAJjsDe5j7lOGO/view?usp=drivesdk
https://drive.google.com/file/d/1fDnpNCXFSDWH_BFt-GynQMJEopJmDmHr/view?usp=drivesdk
https://drive.google.com/file/d/1cFXOFMAeLba5IzFjO5AGcV2hZCziIKGs/view?usp=drivesdk
https://drive.google.com/file/d/1BK5H7AUYseDdsxrOjU07gFu--zQW61SB/view?usp=drivesdk
https://drive.google.com/file/d/1LESjEt2RaMH45rzH-Lnne_BYhzKdyuJM/view?usp=drivesdk
https://drive.google.com/file/d/1ZlzZ4wBBgWVaP9DpY-HRxoebhgPRAF3T/view?usp=drivesdk
https://drive.google.com/file/d/15zARVXKYx3bdsVEgc5ECUXyFsvZpZ4jD/view?usp=drivesdk
https://drive.google.com/file/d/1hpGec4z6DQq9vHzMjPO88PphjcfDWR18/view?usp=drivesdk
https://drive.google.com/file/d/1Z3OWDnRW9XFIMzPMfwUkeWuEd0oXz2UL/view?usp=drivesdk
https://drive.google.com/file/d/1jBgPs93ehJ6X_uYMb58jQ6Yqkp9Jb_YU/view?usp=drivesdk
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Clinical Area Disease Area Condition Gene Inheritance Mechanism Clinician ACT Sheet Family ACT Sheet 

Inherited metabolic 

disorders 

 

Organic acidurias 
GCDH-related glutaryl-CoA dehydrogenase 

deficiency 

 

GCDH 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of tetrahydrobiopterin metabolism 

 

GCH1-related cyclohydrolase 1 deficiency 

 

GCH1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 
Congenital hyperinsulinism, neonatal diabetes 

mellitus, and pancreatic beta cell disorders 

 

GCK-related hyperinsulinemic hypoglycemia 

 

GCK 

 

AD 

 

New function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 
Congenital hyperinsulinism, neonatal diabetes 

mellitus, and pancreatic beta cell disorders 

 

GCK-related neonatal diabetes 

 

GCK 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Parathyroid disorders 
GCM2-related hyperparathyroidism or 

hypoparathyroidism 

 

GCM2 

 

AD 

 

Loss of function and gain of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Neurologic 

disorders 

 

Congenital myasthenic syndromes 

 

GFPT1-related myasthenia 

 

GFPT1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hematologic 

disorders 

 

Bleeding disorders 
GGCX-related vitamin K-dependent coagulation 

factor deficiency 

 

GGCX 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Growth disorders 

 

GHR-related growth hormone insensitivity 

 

GHR 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hearing loss 

disorders 

 

Congenital hearing loss 

 

GJB2-related sensorineural hearing loss 

 

GJB2 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of glycine and serine metabolism 

 

GLDC-related glycine encephalopathy 

 

GLDC 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Pituitary hormone disorders 
GLI2-related holoprosencephaly spectrum 

disorder 

 

GLI2 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Pituitary hormone disorders 

 

GLI3-related Pallister-Hall syndrome 

 

GLI3 

 

AD 

 

Dominant negative 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 
Congenital hyperinsulinism, neonatal diabetes 

mellitus, and pancreatic beta cell disorders 

GLIS3-related diabetes mellitus and 

hypothyroidism spectrum disorder 

 

GLIS3 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Neurologic 

disorders 

 

Hyperekplexia 

 

GLRA1-related hyperekplexia 

 

GLRA1 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Neurologic 

disorders 

 

Hyperekplexia 

 

GLRA1-related hyperekplexia 

 

GLRA1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/18XI8Q3az1lBiLv0mlgMG9OHboF3j4tth/view?usp=drivesdk
https://drive.google.com/file/d/14zs8-_ndJOkwAN76oTGSm3mFmCpVul3F/view?usp=drivesdk
https://drive.google.com/file/d/1BJvLbbSLyJLT6ze2KDE3czY9RVvjvrLA/view?usp=drivesdk
https://drive.google.com/file/d/1ls52c6hj26finwwCOk9POxDECxyd9fpD/view?usp=drivesdk
https://drive.google.com/file/d/1qADrL9D38kcScqjt7QHh-UekcdEWNu8K/view?usp=drivesdk
https://drive.google.com/file/d/194at9wXbGw9rwW9u-o_fNvUe7PMoC420/view?usp=drivesdk
https://drive.google.com/file/d/1FQf2KgmLDrgoGp-tIvJzlYAUvfamBfcJ/view?usp=drivesdk
https://drive.google.com/file/d/1MtI43scJdPZl8KSl8m72KiY2rxFufGPQ/view?usp=drivesdk
https://drive.google.com/file/d/1HBI4GQ_srlmQCurOBzAtz8UUbgYVXPJT/view?usp=drivesdk
https://drive.google.com/file/d/1kk7IHDj6x16u_LoM9cnyRSm_wVLN3GvR/view?usp=drivesdk
https://drive.google.com/file/d/1_PJi7nwGBdkL39WQ2IrSxZTRFzEK9b5L/view?usp=drivesdk
https://drive.google.com/file/d/1nLmvBVxJ5gHoJv_BXZTx1GUhub8-F_y6/view?usp=drivesdk
https://drive.google.com/file/d/13BruAbjXEvBeWfObwHx1Rtss-4gwZcHh/view?usp=drivesdk
https://drive.google.com/file/d/1QGk9apc44RYKGCw8IrbhR6r87ZLXBoiH/view?usp=drivesdk
https://drive.google.com/file/d/1VVw-jTU4iydVLc139eXcRfiwnFnUI4ko/view?usp=drivesdk
https://drive.google.com/file/d/1SYnLYKnh7Kpej08HoFwONm8QgX4HBgn0/view?usp=drivesdk
https://drive.google.com/file/d/1svBEPwCgqtCUrVhp1RJPQKrDTWnLxGLP/view?usp=drivesdk
https://drive.google.com/file/d/1_MNb7hqIIx9zbMJtR7X8Up4Jee4VyS5c/view?usp=drivesdk
https://drive.google.com/file/d/18zyJ5s8iRmTT1U7P08jf4pHb6ZSY0oHh/view?usp=drivesdk
https://drive.google.com/file/d/1Bc2M80aPua_Rm8LubQVgb_tD7mzfNTV5/view?usp=drivesdk
https://drive.google.com/file/d/1KgB94FrQmUHW6r_QZxrbQEFSQycdqZWL/view?usp=drivesdk
https://drive.google.com/file/d/1IoXF1Q996pFdFes3ryNH63trGMW3Ftun/view?usp=drivesdk
https://drive.google.com/file/d/1HTrjkr8kjPSvTyGrhEIfz3AECzJ5j3s3/view?usp=drivesdk
https://drive.google.com/file/d/11_QEbC5wQAvAHXPVrxoXgOGbl5sLoSfT/view?usp=drivesdk
https://drive.google.com/file/d/1JYr1UQVHVHdR9mkl12-FD_30nzpL6b9S/view?usp=drivesdk
https://drive.google.com/file/d/16oFw4gtcil3MNc5Gfs93yd3fO1W5voR1/view?usp=drivesdk
https://drive.google.com/file/d/1OUqp4im1Zt58JABw3mVeUpsmKcqbOyIZ/view?usp=drivesdk
https://drive.google.com/file/d/1SGahaNKAcxzq2xv8vbQ9iU545dl5zaTF/view?usp=drivesdk
https://drive.google.com/file/d/1lmE-JU9c2TwII6zd3dup_yPVri7tXFs9/view?usp=drivesdk
https://drive.google.com/file/d/13eBsePVsrhrZEMT-WFJaIuXweDWUUTZ0/view?usp=drivesdk
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Clinical Area Disease Area Condition Gene Inheritance Mechanism Clinician ACT Sheet Family ACT Sheet 

Neurologic 

disorders 

 

Hyperekplexia 

 

GLRB-related hyperekplexia 

 

GLRB 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 
Congenital hyperinsulinism, neonatal diabetes 

mellitus, and pancreatic beta cell disorders 

GLUD1-related familial hyperinsulinism-

hyperammonemia 

 

GLUD1 

 

AD 

 

New function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Neurologic 

disorders 

 

Congenital myasthenic syndromes 

 

GMPPB-related dystroglycanopathy 

 

GMPPB 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Parathyroid disorders 

 

GNA11-related hypocalcemia 

 

GNA11 

 

AD 

 

New function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of mitochondrial shuttles and carriers 
GOT2-related mitochondrial glutamate 

oxaloacetate transaminase deficiency 

 

GOT2 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hematologic 

disorders 

 

Bleeding disorders 

 

GP1BA-related Bernard-Soulier syndrome 

 

GP1BA 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hematologic 

disorders 

 

Bleeding disorders 

 

GP1BB-related Bernard-Soulier syndrome 

 

GP1BB 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hematologic 

disorders 

 

Bleeding disorders 

 

GP9-related Bernard-Soulier syndrome 

 

GP9 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hereditary cancer 

predisposition 

syndromes 

Childhood solid tumor predisposition 

syndromes 

GPC3-related Simpson-Golabi-Behmel 

syndrome 

 

GPC3 

 

XL 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Gastrointestinal 

disorders 

 

Disorders of lipoprotein metabolism 

 

GPIHBP1-related hypercholesterolemia 

 

GPIHBP1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Renal disorders 

 

Hyperoxaluria 

 

GRHPR-related primary hyperoxaluria 

 

GRHPR 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Gastrointestinal 

disorders 

 

Congenital diarrheal disorders 

 

GUCY2C-related gastrointestinal disorder 

 

GUCY2C 

 

AD 

 

New function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of glycosaminoglycan degradation 

 

GUSB-related mucopolysaccharidosis type 7 

 

GUSB 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of glycogen metabolism 

 

GYS2-related glycogen storage disease 

 

GYS2 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of mitochondrial fatty acid oxidation 
HADH-related 3-hydroxyacyl-CoA 

dehydrogenase deficiency 

 

HADH 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/1l6Do1K7wID-JZ-EVoySKhmXc9DtqF1IK/view?usp=drivesdk
https://drive.google.com/file/d/1Arwl2ovLyFjkBFOaaLUnjQFkXV5iXqC4/view?usp=drivesdk
https://drive.google.com/file/d/1Mb5bn3l5YVVvt7UJkWWYSIpb6iYSVxCP/view?usp=drivesdk
https://drive.google.com/file/d/1glZxlsyZFc_aArpWtDH1vpSxKJ8yivYa/view?usp=drivesdk
https://drive.google.com/file/d/1S7ZyhFNLsLQ8fu7rN4TVq-kPQZaz0qOS/view?usp=drivesdk
https://drive.google.com/file/d/1E0huekrrxY7AXVccc-soh8rYleDdqiX6/view?usp=drivesdk
https://drive.google.com/file/d/1hOEN8LLpI5t6wljIQ7G2uvYZMTEYWfDc/view?usp=drivesdk
https://drive.google.com/file/d/1uGEon0Idd2KTYrvEjtdGuZskK3Wgl_Kd/view?usp=drivesdk
https://drive.google.com/file/d/1xL-Tx-c35kaLyz-ZFaifa7V1h-yDX_5C/view?usp=drivesdk
https://drive.google.com/file/d/10dEk79NYidGloVeiWIFFplqD0yhpo_mN/view?usp=drivesdk
https://drive.google.com/file/d/19trUnnUz6D82Mo7zrDx5vYbJwG6cCg8C/view?usp=drivesdk
https://drive.google.com/file/d/1F2iooPmWBMKPdg6L91mVa8ToQYTMzxUN/view?usp=drivesdk
https://drive.google.com/file/d/11XzabQ976aclGb6BZx0FoCGHybaJ0B1w/view?usp=drivesdk
https://drive.google.com/file/d/18vmwfSYcL_Ltjr8f8nJ9UHD1cY-H9uJp/view?usp=drivesdk
https://drive.google.com/file/d/1vDpg-5y0TQOMHcoNqf2CNFpYBIj4jRe7/view?usp=drivesdk
https://drive.google.com/file/d/1LJw16G2QLWi5EiNONkgCXAiZ98L0H83H/view?usp=drivesdk
https://drive.google.com/file/d/1GmnyCPVVNHGNaoZ1KAjW84uiBIg6jbq8/view?usp=drivesdk
https://drive.google.com/file/d/1KRzShEgGJg3fy0MrkScn0xqld3IWF-SL/view?usp=drivesdk
https://drive.google.com/file/d/1q584-FLzEcyVLHU91KFBO6qU7sFlVAyo/view?usp=drivesdk
https://drive.google.com/file/d/128CNCeoX1gskRhUXZVhZ1RIg5SnIeCsd/view?usp=drivesdk
https://drive.google.com/file/d/1mtaJIv2GlWOQ9zsaZYvoMy1nsnrc73lm/view?usp=drivesdk
https://drive.google.com/file/d/1jFBtHCLN1O3wj2l9FuUEINxZqhN17K8-/view?usp=drivesdk
https://drive.google.com/file/d/1QD-696aU55C_BBszi1nPFuHlhGT45v5I/view?usp=drivesdk
https://drive.google.com/file/d/1DRg5i7IFbYi-EJ24T2QBkX_ZTkr4Iqv0/view?usp=drivesdk
https://drive.google.com/file/d/1CqnysK-YxLWHUnYFN4kN20t4tyHJypUL/view?usp=drivesdk
https://drive.google.com/file/d/148YlcRs6Rf5TY_oghcjS1sVNfiZmLQyH/view?usp=drivesdk
https://drive.google.com/file/d/1-sqEukr-WIJ2cDKnWKLRUSK67G-ZD5hg/view?usp=drivesdk
https://drive.google.com/file/d/1j1KgZdJ4PqIX6NdF4wvLUzVCs-F4Y2ra/view?usp=drivesdk
https://drive.google.com/file/d/1eg1T7gCqwC9NT_S2wX9p13khVuiZsjTl/view?usp=drivesdk
https://drive.google.com/file/d/1Qe9dJOLzjsi_klnAxFjqE5rMOA8CN4co/view?usp=drivesdk
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Clinical Area Disease Area Condition Gene Inheritance Mechanism Clinician ACT Sheet Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of mitochondrial fatty acid oxidation 
HADHA-related long chain hydroxyacyl-CoA 

dehydrogenase deficiency 

 

HADHA 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of mitochondrial fatty acid oxidation 
HADHB-related mitochondrial trifunctional 

protein deficiency 

 

HADHB 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Congenital neutropenias 

 

HAX1-related neutropenia 

 

HAX1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hematologic 

disorders 

 

Hemoglobinopathy 

 

HBB-related sickle cell disease 

 

HBB 

 

AR 

 

New function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Pituitary hormone disorders 

 

HESX1-related pituitary hormone deficiency 

 

HESX1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Organic acidurias 
HIBCH-related 3-hydroxyisobutryl-CoA 

hydrolase deficiency 

 

HIBCH 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of biotin metabolism 
HLCS-related holocarboxylase synthetase 

deficiency 

 

HLCS 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of ketone body metabolism 

 

HMGCL-related HMG-CoA lyase deficiency 

 

HMGCL 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Renal disorders 

 

Hyperoxaluria 

 

HOGA1-related primary hyperoxaluria 

 

HOGA1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

Disorders of phenylalanine and tyrosine 

metabolism 

 

HPD-related tyrosinemia 

 

HPD 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hereditary cancer 

predisposition 

syndromes 

Childhood solid tumor predisposition 

syndromes 

 

HRAS-related RASopathy 

 

HRAS 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Mineralocorticoid disorders 

 

HSD11B2-related apparent mineralocorticoid 

excess 

 

HSD11B2 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Adrenal disorders 
HSD3B2-related 3-beta-hydroxysteroid 

dehydrogenase 2 deficiency 

 

HSD3B2 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Gastrointestinal 

disorders 

 

Bile acid synthesis defects 

 

HSD3B7-related bile acid synthesis defect 

 

HSD3B7 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of glycosaminoglycan degradation 

 

IDS-related mucopolysaccharidosis type 2 

 

IDS 

 

XL 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/1XRdHCe-r-naeLg5oKoF4M6FJRorS13ln/view?usp=drivesdk
https://drive.google.com/file/d/1HaN17tTxAfSzr60q5h5y7bkePdmSbhVC/view?usp=drivesdk
https://drive.google.com/file/d/1LU2qNvoePVBJngDzpu7YGkygxnQn-cuE/view?usp=drivesdk
https://drive.google.com/file/d/14xWJ9LTTMDqEbNpDybkdiPw_FCR-wqze/view?usp=drivesdk
https://drive.google.com/file/d/1ARas4phg9wPosmm6-ttVw0xg_7MjqJ-o/view?usp=drivesdk
https://drive.google.com/file/d/1tGfzH4RQM4rHXiLJQddM8o4kiX34K9FT/view?usp=drivesdk
https://drive.google.com/file/d/16wnfKnz6-vEmUodbJjVFGEHX6JjlwqO9/view?usp=drivesdk
https://drive.google.com/file/d/1mZjzHrs0hnPe7taC9J6dW2maZ19hsTpy/view?usp=drivesdk
https://drive.google.com/file/d/1Sh_k-A-qbAhJ2maedWCLhFeCxNr2grP1/view?usp=drivesdk
https://drive.google.com/file/d/1i9YF5er8soOMXet6CLEwy3_JYwiX58mC/view?usp=drivesdk
https://drive.google.com/file/d/1qYiGouPLC3I9Ia3Pv9x5Ub59Z2f_J9ls/view?usp=drivesdk
https://drive.google.com/file/d/1ZMhoCnLz4F4uBXVEkhiAulNf-_UgaLKx/view?usp=drivesdk
https://drive.google.com/file/d/1obFz6HfO4njZ6EYhsUgVytzA31IvsSlR/view?usp=drivesdk
https://drive.google.com/file/d/1v6LdGB743CxgBmXb-8JT1mUW17L3cq0o/view?usp=drivesdk
https://drive.google.com/file/d/1SQLgtUqsQzQNKN1Y5PCKvtfpIK0laoiu/view?usp=drivesdk
https://drive.google.com/file/d/1bx5B8RyhfJY51yO3mU1kyM-ICLJjD59F/view?usp=drivesdk
https://drive.google.com/file/d/1sV8_P0O2Bl88mFasvL6y1T-2Jk7PC5ey/view?usp=drivesdk
https://drive.google.com/file/d/1ZcrmVVow_ifYmcYjiF0yURGEbt_LXA78/view?usp=drivesdk
https://drive.google.com/file/d/1hTQLME3db9PjcchGlLEqmu7ogez9AUha/view?usp=drivesdk
https://drive.google.com/file/d/1dRE1bV3PH8Srm9DVzVwaTr6x7w1rsCkF/view?usp=drivesdk
https://drive.google.com/file/d/1fDxiepQM3Ly75fMZTdomIKIYba84HlDd/view?usp=drivesdk
https://drive.google.com/file/d/1K9rca-pXQRCZcqeulwj_vca6Y2ZLwG1_/view?usp=drivesdk
https://drive.google.com/file/d/1jGG1AjwmG4Hdn-3NuWR1NqB7OlQ3BD5h/view?usp=drivesdk
https://drive.google.com/file/d/1jYGpZP_Yk6miAxsQgA_ddbNOtMykqtkq/view?usp=drivesdk
https://drive.google.com/file/d/1TzYFxQCiKBkxRIHrcaZnEMFxWeHX3xIo/view?usp=drivesdk
https://drive.google.com/file/d/1YjpOYYMeUQAFqMq5mwVesxsIyi8i9BcH/view?usp=drivesdk
https://drive.google.com/file/d/1vlIH68IArYGWqh1q-C5TJtb4HbEHz8le/view?usp=drivesdk
https://drive.google.com/file/d/1FSYsHgui1Z7i0FasnRav94iNf0osI_In/view?usp=drivesdk
https://drive.google.com/file/d/17mQs6v-K-flG0tjLKITmY23axFllZFza/view?usp=drivesdk
https://drive.google.com/file/d/1kq27UyGZStNH4pUMYdgJLE8HeqfOwRBU/view?usp=drivesdk
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Clinical Area Disease Area Condition Gene Inheritance Mechanism Clinician ACT Sheet Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of glycosaminoglycan degradation 

 

IDUA-related mucopolysaccharidosis type 1 

 

IDUA 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 
Congenital hyperinsulinism, neonatal diabetes 

mellitus, and pancreatic beta cell disorders 

IER3IP1-related brain malformations and 

diabetes mellitus 

 

IER3IP1 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Bone disorders 

 

IFITM5-related osteogenesis imperfecta 

 

IFITM5 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Predisposition to severe viral infection 

 

IFNAR1-related immunodeficiency 

 

IFNAR1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Predisposition to severe viral infection 

 

IFNAR2-related immunodeficiency 

 

IFNAR2 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Mendelian susceptibility to mycobacterial 

disease (MSMD) 

 

IFNGR1-related immunodeficiency 

 

IFNGR1 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Mendelian susceptibility to mycobacterial 

disease (MSMD) 

 

IFNGR2-related immunodeficiency 

 

IFNGR2 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Growth disorders 
IGF1-related insulin-like growth factor I 

deficiency 

 

IGF1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Severe reduction in all serum Ig isotypes with 

profoundly decreased or absent B cells, 

agammaglobulinemia 

 

IGLL1-related immunodeficiency 

 

IGLL1 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Thyroid disorders 
IGSF1-related central hypothyroidism and 

macroorchidism 

 

IGSF1 

 

XL 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Anhidrotic ectodermodysplasia with 

immunodeficiency (EDA-ID) 

 

IKBKB-related immunodeficiency 

 

IKBKB 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Combined immunodeficiency (CID), generally 

less profound than SCID 

 

IKBKB-related immunodeficiency 

 

IKBKB 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Severe reduction in at least 2 Serum Ig isotypes 

with normal or low B cell numbers, CVID 

phenotype 

 

IKZF1-related immune dysregulation disorder 

 

IKZF1 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Immune dysregulation with colitis 

 

IL10RA-related inflammatory bowel disease 

 

IL10RA 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Immune dysregulation with colitis 

 

IL10RB-related inflammatory bowel disease 

 

IL10RB 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/19Z7ivG5WDyowfErQwIQz5YvK7kKv23mj/view?usp=drivesdk
https://drive.google.com/file/d/1U-6SvoBUhYULlOVEAWx5lqxpjwF4XiOg/view?usp=drivesdk
https://drive.google.com/file/d/13AbkUc3sVvlIWytZ8JyKkAo4NZ1aCH4c/view?usp=drivesdk
https://drive.google.com/file/d/1bUiWPsJZNdJwB15pwszBOJA9bF-Tk9-Q/view?usp=drivesdk
https://drive.google.com/file/d/1z_fzh6l5PRZSlKSTLFfftht0JMLnDwff/view?usp=drivesdk
https://drive.google.com/file/d/1yIQaOqeMS0GJSUzzrNI-wLJ7eKdh90Ph/view?usp=drivesdk
https://drive.google.com/file/d/1FH5wl59p2R0R3Xdpck7EDHMLYe90Anfo/view?usp=drivesdk
https://drive.google.com/file/d/1WfHeVJ3p2WD6gUYahHEhrp2E5u7NBZCU/view?usp=drivesdk
https://drive.google.com/file/d/1eQNrqYlwzpqzwJtugujjuHyuBhJBBHqA/view?usp=drivesdk
https://drive.google.com/file/d/1Y65q8iI-5wMgkxCRBD7fbawWZXX7FuWy/view?usp=drivesdk
https://drive.google.com/file/d/1w3ZPrGg75Igkb8tn6mYM2ajNiFnhUjTp/view?usp=drivesdk
https://drive.google.com/file/d/1c6kos2Qy5vD6Fogk8CxDRrG8pJVM5MUg/view?usp=drivesdk
https://drive.google.com/file/d/1rClmR2sWTzeGlGODqu3geaSkZRhNLUEh/view?usp=drivesdk
https://drive.google.com/file/d/1xJ6iVosS1R-FEiFyYNfYXyZsvbV9heRG/view?usp=drivesdk
https://drive.google.com/file/d/1P7iV59qwiXNt6Qyv2CHX0-A8V4mBxh7t/view?usp=drivesdk
https://drive.google.com/file/d/1ytaonqZp5TwoBkhSAG8-QPRqSu5pR1w2/view?usp=drivesdk
https://drive.google.com/file/d/1Csb9oiPjnS2Lrvp1dNRdBlbuPpv7VtFD/view?usp=drivesdk
https://drive.google.com/file/d/1NORb44c2VyveMYeBbmNWLkuYK6R6_d7-/view?usp=drivesdk
https://drive.google.com/file/d/1SpLrIcX6vI6kwYI9B4OZA7g_Jv3S7fKq/view?usp=drivesdk
https://drive.google.com/file/d/17MLktLNxJJ21UbP9avmkpOYuuZ6RXDc5/view?usp=drivesdk
https://drive.google.com/file/d/1SsKux_ngwbi5mq2bO7yzNd_Y6DNn9fEV/view?usp=drivesdk
https://drive.google.com/file/d/1m_GP8DGh14u9_KX1jCzw-9-L6wYoGG_w/view?usp=drivesdk
https://drive.google.com/file/d/1X-fmQ1mNX5xArTxO9tw1sQMxfmxvjDO2/view?usp=drivesdk
https://drive.google.com/file/d/1h6V47Mu6qTEGOTVpklULTg0DZH8G1Sak/view?usp=drivesdk
https://drive.google.com/file/d/1lPPxEQBZLer67dqnyV9y8YAv2K_rOSaS/view?usp=drivesdk
https://drive.google.com/file/d/1fPVWWApd548042AxnP7Ry2ivU6RcDeDY/view?usp=drivesdk
https://drive.google.com/file/d/1n4J6B_i-pf_o6GYtDQVJ3r-svlyhXTUg/view?usp=drivesdk
https://drive.google.com/file/d/1_wtbX7znQAeLNTgMd2PlNwKHpGugbuGI/view?usp=drivesdk
https://drive.google.com/file/d/1yAnwK9kLGprjw6Hdgz5zyqMY8VeuvviR/view?usp=drivesdk
https://drive.google.com/file/d/13TDaR2pNj1mwFZPRynRzK0R-uyX0MGle/view?usp=drivesdk
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Clinical Area Disease Area Condition Gene Inheritance Mechanism Clinician ACT Sheet Family ACT Sheet 

Inborn errors of 

immunity 

Mendelian susceptibility to mycobacterial 

disease (MSMD) 

 

IL12B-related immunodeficiency 

 

IL12B 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Mendelian susceptibility to mycobacterial 

disease (MSMD) 

 

IL12RB1-related immunodeficiency 

 

IL12RB1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Predisposition to mucocutaneous candidiasis 

 

IL17RA-related candidiasis 

 

IL17RA 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Predisposition to mucocutaneous candidiasis 

 

IL17RC-related candidiasis 

 

IL17RC 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Non-inflammasome related conditions 
IL1RN-related interleukin 1 receptor antagonist 

deficiency 

 

IL1RN 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Regulatory T cell defects 

 

IL2RA-related immune dysregulation disorder 

 

IL2RA 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Regulatory T cell defects 

 

IL2RB-related immune dysregulation disorder 

 

IL2RB 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

T-B+ severe combined immune deficiency 

 

IL2RG-related immune dysregulation disorder 

 

IL2RG 

 

XL 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Non-inflammasome related conditions 

 

IL36RN-related pustular psoriasis 

 

IL36RN 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Syndromes with elevated IgE (HIES) 

 

IL6R-related immunodeficiency 

 

IL6R 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Syndromes with elevated IgE (HIES) 
IL6ST-related immunodeficiency with skeletal 

anomalies 

 

IL6ST 

 

AD 

 

Dominant negative 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Syndromes with elevated IgE (HIES) 
IL6ST-related immunodeficiency with skeletal 

anomalies 

 

IL6ST 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

T-B+ severe combined immune deficiency 

 

IL7R-related immunodeficiency 

 

IL7R 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 
Congenital hyperinsulinism, neonatal diabetes 

mellitus, and pancreatic beta cell disorders 

 

INS-related neonatal diabetes 

 

INS 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

TLR signaling pathway deficiency 

 

IRAK4-related immunodeficiency 

 

IRAK4 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/1s5f5U86kxS1MIuZyNt0kSa5VDAEQOLwp/view?usp=drivesdk
https://drive.google.com/file/d/1fHBJA-L7J2n3nh4b0zinOaJt3VujOYiO/view?usp=drivesdk
https://drive.google.com/file/d/16yUvo3YZQieQmxo7zigvR-vA8hOfzqQC/view?usp=drivesdk
https://drive.google.com/file/d/16IAog1fKDsYCsgpCseElVsEJGpPM0qVm/view?usp=drivesdk
https://drive.google.com/file/d/1orSxPD9OzIFKV9GvJH8baj_C3OuYyJCh/view?usp=drivesdk
https://drive.google.com/file/d/1K7zqFZOdaa-CA2ukL-mm9szkmGioaJrQ/view?usp=drivesdk
https://drive.google.com/file/d/1Tb_s-18wtn2PkNVEhOag6AybO4ghJ-rh/view?usp=drivesdk
https://drive.google.com/file/d/1iJvB88ZV8EAd-M5BUqLZujgxAtmPd7g0/view?usp=drivesdk
https://drive.google.com/file/d/1tgQ6VFZAZ6kwT3pTHqD6EaEbzewZJGh6/view?usp=drivesdk
https://drive.google.com/file/d/1-FejWt9FMW--Q-3DexOGVOnGNQc7xt6u/view?usp=drivesdk
https://drive.google.com/file/d/15KdWCBei_QvbduIeoyAcR5sYtuMu3NzH/view?usp=drivesdk
https://drive.google.com/file/d/1vzoj1uui3EfHLBFy02x8SFTpCzLvxbmO/view?usp=drivesdk
https://drive.google.com/file/d/1W9p2uHn9QPF4XC3cmtXrHSiFTrXOkDZv/view?usp=drivesdk
https://drive.google.com/file/d/1LBIsblzqtJMPLn152mX0nab2jT9dAMl8/view?usp=drivesdk
https://drive.google.com/file/d/1J_ZIpc2sGfpgfBcamqtPGvD1dtvHj4Vt/view?usp=drivesdk
https://drive.google.com/file/d/1MzyTXIm-b6Lco5EI1E0hvy3MQWFhzVkG/view?usp=drivesdk
https://drive.google.com/file/d/1vITcCF5U8G7eOmnzLAyF3425hhWHQSsI/view?usp=drivesdk
https://drive.google.com/file/d/1b0uPe_Axly_9hTYTck4rEU-2A6WQwzd2/view?usp=drivesdk
https://drive.google.com/file/d/1E6eNAS_u5C6QUef3nP1OUITNryL6EL8K/view?usp=drivesdk
https://drive.google.com/file/d/1vd4aAgm5Y-hZntEZLUjrISkTmEMKXcwD/view?usp=drivesdk
https://drive.google.com/file/d/1GXmsb0TWtZ6x9l8ZLyZUk0zNCmHh7zqu/view?usp=drivesdk
https://drive.google.com/file/d/13AaM-YSeXqVSTSdoNC_U-I_252XsVyrZ/view?usp=drivesdk
https://drive.google.com/file/d/1APUqrx5FsJtHAmXxEp-tzEfTx2NRbnPv/view?usp=drivesdk
https://drive.google.com/file/d/1lspINOVq-sGEL-sRVptGyVKnIwYUsLs0/view?usp=drivesdk
https://drive.google.com/file/d/1gWKf_S2sby3Imq_DTPUtb_3DggwE5M1J/view?usp=drivesdk
https://drive.google.com/file/d/1JcRBy4J348EWJgBAt_VJTDeo__xenx5c/view?usp=drivesdk
https://drive.google.com/file/d/1w7hqZDHZydgmzJUZQ8UmuZ8zUzkTvmGv/view?usp=drivesdk
https://drive.google.com/file/d/1JTgZtT9WzFKnYkI75vcy8AYEsG9eBH2b/view?usp=drivesdk
https://drive.google.com/file/d/1RVtHnosu2lVtsPEENRBIFeyeagAgSRU9/view?usp=drivesdk
https://drive.google.com/file/d/1UPeGQuPpmKFjg0frYYdsnv3mXQbHpZzu/view?usp=drivesdk
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Clinical Area Disease Area Condition Gene Inheritance Mechanism Clinician ACT Sheet Family ACT Sheet 

Inborn errors of 

immunity 

Combined immunodeficiency (CID), generally 

less profound than SCID 

 

IRF4-related immunodeficiency 

 

IRF4 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Mendelian susceptibility to mycobacterial 

disease (MSMD) 

 

IRF8-related immunodeficiency 

 

IRF8 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Thyroid disorders 

 

IRS4-related hypothyroidism 

 

IRS4 

 

XL 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Mendelian susceptibility to mycobacterial 

disease (MSMD) 

 

ISG15-related immunodeficiency 

 

ISG15 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Autoimmunity with or without 

lymphoproliferation 

ITCH-related neurodevelopmental and 

autoimmune disorder 

 

ITCH 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hematologic 

disorders 

 

Bleeding disorders 

 

ITGA2B-related Glanzmann thrombasthenia 

 

ITGA2B 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Defects of motility 

 

ITGB2-related leukocyte adhesion deficiency 

 

ITGB2 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hematologic 

disorders 

 

Bleeding disorders 

 

ITGB3-related Glanzmann thrombasthenia 

 

ITGB3 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Combined immunodeficiency (CID), generally 

less profound than SCID 

 

ITK-related lymphoproliferative syndrome 

 

ITK 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Calcium channel defects 

 

ITPR3-related immunodeficiency syndrome 

 

ITPR3 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Organic acidurias 

 

IVD-related isovaleric acidemia 

 

IVD 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Thyroid disorders 

 

IYD-related hypothyroidism 

 

IYD 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Gastrointestinal 

disorders 

 

Cholestasis disorders 

 

JAG1-related Alagille syndrome 

 

JAG1 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Congenital neutropenias 

 

JAGN1-related neutropenia 

 

JAGN1 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Autoimmunity with or without 

lymphoproliferation; Phenocopies of inborn 

errors of immunity 

 

JAK1-related immune dysregulation disorder 

 

JAK1 

 

AD 

 

Increased function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/1qcI4mexjUhUOdhNXfwj0DT1Ryy_K28Mi/view?usp=drivesdk
https://drive.google.com/file/d/1a2MuknzFvpzuqUM83XoVqg2UdfZzkhcf/view?usp=drivesdk
https://drive.google.com/file/d/1Btp0vytmIrPa2gCKJEC7l47Mo-G_pVPE/view?usp=drivesdk
https://drive.google.com/file/d/17JjvvgUEIU7L1vWZK-Oeuo_yi-SQx0RY/view?usp=drivesdk
https://drive.google.com/file/d/1NNqRcUmFtUwcr4la4H8KK3s5fqsn-p8r/view?usp=drivesdk
https://drive.google.com/file/d/1QEHEwN5wQe2z5eJzVgW4q2e4QFPQi3b4/view?usp=drivesdk
https://drive.google.com/file/d/1Tvaj8J_TUu_dZsbBbtYr6I-TEAe8KKha/view?usp=drivesdk
https://drive.google.com/file/d/1htTMba-e4ugZCp7vtsqID58E4yf-BrRP/view?usp=drivesdk
https://drive.google.com/file/d/1TyN1A2sUfUX14mp2ctBFMT6CM3P1EAvA/view?usp=drivesdk
https://drive.google.com/file/d/1gceMTATuC9bHS6iURw1ZfZAQQ8FMpB8A/view?usp=drivesdk
https://drive.google.com/file/d/18VTskd1-TxHHLxNniLmLCwY9omwpNHZG/view?usp=drivesdk
https://drive.google.com/file/d/13p8kVaElP2nX8DXqrz5hRpKIhpiAArCp/view?usp=drivesdk
https://drive.google.com/file/d/1y1JS8bnqdIcnZe-mHjVIqYSu4544Bi8E/view?usp=drivesdk
https://drive.google.com/file/d/1HdjmIZ2KW6O2xMBDtmvedHOP5RyHjFgS/view?usp=drivesdk
https://drive.google.com/file/d/1RPJmWQgz3Vfe_o44tjgSqjslgjpuSYQB/view?usp=drivesdk
https://drive.google.com/file/d/1-3vXofawOxBBmpxLuSzHLmada3meLaix/view?usp=drivesdk
https://drive.google.com/file/d/1VkmAxdobM-PdVjad8iisqSEbov-M9vVH/view?usp=drivesdk
https://drive.google.com/file/d/192ohdPJFI2uEL4yg-T8o1i5mtn16hYhu/view?usp=drivesdk
https://drive.google.com/file/d/1QczJTYLr_zMJh_mVrmjFcuWd8bKDNtk_/view?usp=drivesdk
https://drive.google.com/file/d/1u-KuYTGWLURnKhC7gOGcSL2y3l4t-y5_/view?usp=drivesdk
https://drive.google.com/file/d/1JxyICLynvhylWyUPNldWvydS3hkKTOi_/view?usp=drivesdk
https://drive.google.com/file/d/1W5fXOcFP09mTBIkGOmWhAB_gbWilf6Dy/view?usp=drivesdk
https://drive.google.com/file/d/14Ch_ZZzElZeQV72lzp6MSKtMExAS7XMq/view?usp=drivesdk
https://drive.google.com/file/d/1AtzEb2LWOd8_ms45Wq1QIVUlBLdHmm5x/view?usp=drivesdk
https://drive.google.com/file/d/1xTT-WXU_Q6HyO73MfcWOe2BWdZvKC2cW/view?usp=drivesdk
https://drive.google.com/file/d/1gkvSikEVQki2HsqGxdQaZdq5LNbumESF/view?usp=drivesdk
https://drive.google.com/file/d/1wKzo8WpNJmoN2LEvhZ7_d6b_GFuHMIoD/view?usp=drivesdk
https://drive.google.com/file/d/1Tkc_4ZZjZ4CeM0jaBwz4reLyyZKyBlqf/view?usp=drivesdk
https://drive.google.com/file/d/1TeeFgdPX0CNF6D8i2GxnnihMEJEm1Mdh/view?usp=drivesdk
https://drive.google.com/file/d/1k2XwwcMy4kxGg_7qMLv8AmbmYRV4OyAc/view?usp=drivesdk
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Clinical Area Disease Area Condition Gene Inheritance Mechanism Clinician ACT Sheet Family ACT Sheet 

Inborn errors of 

immunity 

 

T-B+ severe combined immune deficiency 
JAK3-related severe combined immune 

deficiency 

 

JAK3 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Cardiac disorders 

 

Hereditary arrhythmia 

 

KCNH2-related long QT syndrome 

 

KCNH2 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Renal disorders Salt-wasting tubulopathies KCNJ1-related Bartter syndrome KCNJ1 AR Loss of function Clinician ACT Sheet Family ACT Sheet 

 

Endocrine disorders 
Congenital hyperinsulinism, neonatal diabetes 

mellitus, and pancreatic beta cell disorders 

KCNJ11-related hyperinsulinemic 

hypoglycemia 

 

KCNJ11 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Mineralocorticoid disorders 

 

KCNJ5-related hyperaldosteronism 

 

KCNJ5 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Cardiac disorders 

 

Hereditary arrhythmia 
KCNQ1-related Jervell and Lange-Nielsen 

syndrome 

 

KCNQ1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Cardiac disorders 

 

Hereditary arrhythmia 
KCNQ1-related LQTS arrhythmogenic 

spectrum disorder 

 

KCNQ1 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Neurologic 

disorders 

 

Epilepsies 

 

KCNQ2-related epilepsy 

 

KCNQ2 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Neurologic 

disorders 

 

Epilepsies 

 

KCNQ3-related epilepsy 

 

KCNQ3 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Bone disorders 

 

KDELR2-related osteogenesis imperfecta 

 

KDELR2 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Cardiac disorders 

 

Congenital heart disease 

 

KDM6A-related Kabuki syndrome 

 

KDM6A 

 

XL 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Adrenal disorders 

 

KLHL3-related pseudohypoaldosteronism 

 

KLHL3 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Adrenal disorders 

 

KLHL3-related pseudohypoaldosteronism 

 

KLHL3 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Cardiac disorders 

 

Congenital heart disease 

 

KMT2D-related Kabuki syndrome 

 

KMT2D 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Cardiac disorders 

 

Congenital heart disease 

 

KRAS-related RASopathy 

 

KRAS 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/1RPnttYgmy9ErEXdEr7DKMCBt2L65k5M8/view?usp=drivesdk
https://drive.google.com/file/d/1rsdCP-jC83PqRzuvMlLNOCOW7MdL7li0/view?usp=drivesdk
https://drive.google.com/file/d/1N-mIjdsZkTiV7mWj4ubf6x82D96YpLwc/view?usp=drivesdk
https://drive.google.com/file/d/17thCypXC7BITbpk7teddb53cD44O9dFr/view?usp=drivesdk
https://drive.google.com/file/d/1vuJL15KFS8zoprIUxeEksNX-Bju1_pad/view?usp=drivesdk
https://drive.google.com/file/d/1_budJj15u9adqzbGdd-sbhzyOud_2fYw/view?usp=drivesdk
https://drive.google.com/file/d/1WpcUQ0ntfFWP9A8ew2XB4rEcPXF3Ax4M/view?usp=drivesdk
https://drive.google.com/file/d/1dqSdIhnhYZpmGQcc6_M64Qga28q0fZbr/view?usp=drivesdk
https://drive.google.com/file/d/1RCHGlzta0tdhVT_lBwZhzn6kBziO_9vb/view?usp=drivesdk
https://drive.google.com/file/d/1eizMPnN3ncKY__HiLiOULvJL5OwxYKSL/view?usp=drivesdk
https://drive.google.com/file/d/1M_4kikrKlgP81AJPJDE_NmO4a4tcQhLu/view?usp=drivesdk
https://drive.google.com/file/d/1HWl8snLWEiHFm--QOOA3AfOx-Ohzoiz7/view?usp=drivesdk
https://drive.google.com/file/d/1QLij6tG3GiqVfKBun3vPbr2NREeXdQny/view?usp=drivesdk
https://drive.google.com/file/d/1Z3Mu3i8TOirDgH0wW5echvKAUjuUggK2/view?usp=drivesdk
https://drive.google.com/file/d/1A3mnLawwkQ0vOxAtrddKVSi6oFl84rVT/view?usp=drivesdk
https://drive.google.com/file/d/1XbgUuYszZsdYm3SB9O0Rg9ILCgB6AqTH/view?usp=drivesdk
https://drive.google.com/file/d/1BLHeqHPrGidKVpusDw_jLTi6SRcvvB1O/view?usp=drivesdk
https://drive.google.com/file/d/1TVSKhlINGaa6a2LiOlGfpEoPDH-s3txp/view?usp=drivesdk
https://drive.google.com/file/d/1gvzzhqXh_xTr840wDhCouBBVOmuXUXvE/view?usp=drivesdk
https://drive.google.com/file/d/16uefSlO3b8kbvGZQri_5o42QJGpzN73Y/view?usp=drivesdk
https://drive.google.com/file/d/1zFTbCj8q_VgLA42w6FToGysIKEESjJpE/view?usp=drivesdk
https://drive.google.com/file/d/1TRuu3_QvwagntV0VJUBOhJkG35krSFX9/view?usp=drivesdk
https://drive.google.com/file/d/1in7_vX4D3_yWggr3l6lIz7DXt2t6Qg-1/view?usp=drivesdk
https://drive.google.com/file/d/19xCXENpCW8GWY5fY1EGXi7_Z6ItlTJOf/view?usp=drivesdk
https://drive.google.com/file/d/1NV5r2egy6oZHkxtHRP5THXVAaNBf6gEN/view?usp=drivesdk
https://drive.google.com/file/d/18QynR7Oo4kyYIF8N94ar4LHfbETjUO8K/view?usp=drivesdk
https://drive.google.com/file/d/1bDeS6q85k8hIUIxuiyMWuKaiWBZ6mshw/view?usp=drivesdk
https://drive.google.com/file/d/1CKzDv_zGZTsShzS9ls_s4AcRnaUWdA-0/view?usp=drivesdk
https://drive.google.com/file/d/1yyjmpAzHL4JESPBUXER7POXVjEbat9Um/view?usp=drivesdk
https://drive.google.com/file/d/1ik5L5PK3VGvH1RcM8c3XoceZeD0DwA6g/view?usp=drivesdk
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Clinical Area Disease Area Condition Gene Inheritance Mechanism Clinician ACT Sheet Family ACT Sheet 

Inborn errors of 

immunity 

Autoimmunity with or without 

lymphoproliferation 

 

LACC1-related juvenile arthritis 

 

LACC1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Inborn errors of 

immunity 

 

T-B+ severe combined immune deficiency 

 

LAT-related immunodeficiency 

 

LAT 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Combined immunodeficiency (CID), generally 

less profound than SCID 

 

LCK-related immunodeficiency 

 

LCK 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

T-B+ severe combined immune deficiency 

 

LCP2-related immunodeficiency 

 

LCP2 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Gastrointestinal 

disorders 

 

Congenital diarrheal disorders 

 

LCT-related lactase deficiency 

 

LCT 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Obesity disorders 

 

LEP-related leptin deficiency 

 

LEP 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Obesity disorders 

 

LEPR-related obesity 

 

LEPR 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Pituitary hormone disorders 
LHX3-related combined pituitary hormone 

deficiency 

 

LHX3 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Pituitary hormone disorders 
LHX4-related combined pituitary hormone 

deficiency 

 

LHX4 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Other DNA repair defects 

 

LIG1-related immunodeficiency 

 

LIG1 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

T-B- severe combined immune deficiency 

 

LIG4-related DNA ligase IV deficiency 

 

LIG4 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

Other disorders of complex molecule 

degradation 

 

LIPA-related cholesteryl ester storage disease 

 

LIPA 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of cobalamin metabolism 
LMBRD1-related methylmalonic aciduria and 

homocystinuria, cblF type 

 

LMBRD1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Non-inflammasome related conditions 
LPIN2-related multi-system inflammatory 

disorder 

 

LPIN2 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/1BElHK2LH-0qwPU6Uex8utOI2X_HXLsKP/view?usp=drivesdk
https://drive.google.com/file/d/14z4VGBgUtACHieNXK258ZrOr2TU5V8kz/view?usp=drivesdk
https://drive.google.com/file/d/1w2YrisrVkVPcLmI7JtJA8PM4quGvupFK/view?usp=drivesdk
https://drive.google.com/file/d/1_RNhudKjzxfofa-WxenORWwPvQ6KmUk3/view?usp=drivesdk
https://drive.google.com/file/d/1X3pxzS16sZr3LAfYeVF9QBI7OiBUsArH/view?usp=drivesdk
https://drive.google.com/file/d/1TY_x7OIXaf4YfTMYACzEnTA_zVvA_pJj/view?usp=drivesdk
https://drive.google.com/file/d/1cICvNXwcPLdqmRgn3mQr3UbCYagguQFM/view?usp=drivesdk
https://drive.google.com/file/d/1pCnaNMzThJH-EAiWis6PfxTK116o6DlX/view?usp=drivesdk
https://drive.google.com/file/d/1bH_kOFt-12GEmgK7q-YxZuuiLMHAy1Gg/view?usp=drivesdk
https://drive.google.com/file/d/1gBUA8jw-ZzOilK_bpBaPaMfRIL9hIeWc/view?usp=drivesdk
https://drive.google.com/file/d/1YX0UQWg5ffC-pRVd2FOnQiXMM3t3VkaU/view?usp=drivesdk
https://drive.google.com/file/d/19ZGe_xX4yCJfXg0z4nMOj8vBxxK9_q9J/view?usp=drivesdk
https://drive.google.com/file/d/1jmkgvK0WfpU5LFzR6kpgL4k4zIKdWnm6/view?usp=drivesdk
https://drive.google.com/file/d/1Vz_1t5wq8upqslw4L4JJ_Muqr5cjm_Rp/view?usp=drivesdk
https://drive.google.com/file/d/1tcJ9B9Bi7MOvcycOggjcOqntRTLRGhzQ/view?usp=drivesdk
https://drive.google.com/file/d/1y-_nKGvjQrMX899SCBzl6XTc54F9lU71/view?usp=drivesdk
https://drive.google.com/file/d/17b89OjRVVJiGDzsJsPbl4VgjkDQqlkCU/view?usp=drivesdk
https://drive.google.com/file/d/1wF_biKKxww1sUXndb7a32tYxGPS6ukNl/view?usp=drivesdk
https://drive.google.com/file/d/1v3Vc_lTjKRuXT56Qbo90BCkEGdyBgLzv/view?usp=drivesdk
https://drive.google.com/file/d/1PpqXspGutVA6erlmbvAHd7SY2Bv5ZONF/view?usp=drivesdk
https://drive.google.com/file/d/1KNfeZo5c_VmrlNFADrxm26eGy35AQEFA/view?usp=drivesdk
https://drive.google.com/file/d/1VLZARjT-dRrnQHtjalqVhn2t0mF6afiJ/view?usp=drivesdk
https://drive.google.com/file/d/11TeuVsjtc9z5PrUsMt5L2fl_wotoIGsK/view?usp=drivesdk
https://drive.google.com/file/d/1htXQlOnovwIcwbGl-jENUFMgBBTBarNk/view?usp=drivesdk
https://drive.google.com/file/d/1R0Wet_V20ogKWjAAUE6Xn-FQfmOWwiSB/view?usp=drivesdk
https://drive.google.com/file/d/1bhEBu_mLmEJHrz4r5cJa74uQKZ6Hrq50/view?usp=drivesdk
https://drive.google.com/file/d/1s8NllYND8eNaxJ_c-Bm6byoyZy7zd-nh/view?usp=drivesdk
https://drive.google.com/file/d/1fGi9kPZFTrQjcq6Qk_0gT-u8cmWJxFXh/view?usp=drivesdk
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Clinical Area Disease Area Condition Gene Inheritance Mechanism Clinician ACT Sheet Family ACT Sheet 

 

Cardiac disorders 

 

Lipid disorders 

 

LPL-related lipoprotein lipase deficiency 

 

LPL 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Regulatory T cell defects 

 

LRBA-related immune dysregulation disorder 

 

LRBA 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Bone disorders 

 

LRP5-related ocular and skeletal anomalies 

 

LRP5 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Familial hemophagocytic lymphohistiocytosis 

syndromes with hypopigmentation 

 

LYST-related Chediak-Higashi syndrome 

 

LYST 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Cardiac disorders 

 

Congenital heart disease 

 

LZTR1-related RASopathy 

 

LZTR1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Inborn errors of 

immunity 

 

Confirmed absent in IUIS reports 

 

MADD-related neurodevelopmental disorder 

 

MADD 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Renal disorders 

 

Salt-wasting tubulopathies 

 

MAGED2-related Bartter syndrome 

 

MAGED2 

 

XL 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Combined immunodeficiency (CID), generally 

less profound than SCID 

 

MALT1-related immunodeficiency 

 

MALT1 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Gonadal dysgenesis disorders 
MAMLD1-related variations of sex 

characteristics 

 

MAMLD1 

 

XL 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of glycoprotein degradation 

 

MAN2B1-related alpha-mannosidosis 

 

MAN2B1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Cardiac disorders 

 

Congenital heart disease 

 

MAP2K1-related RASopathy 

 

MAP2K1 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Gonadal dysgenesis disorders 
MAP3K1-related variations of sex 

characteristics 

 

MAP3K1 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Adrenal disorders 

 

MC2R-related glucocorticoid deficiency 

 

MC2R 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Organic acidurias 
MCCC1-related 3-methylcrotonyl-CoA 

carboxylase 1 deficiency 

 

MCCC1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Organic acidurias 
MCCC2-related 3-methylcrotonyl-CoA 

carboxylase 2 deficiency 

 

MCCC2 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/1mAtgHbbUFwVsqUjxFTCk8RzKFA5gzpu0/view?usp=drivesdk
https://drive.google.com/file/d/1Hjy90uBvnclXd-sF4Ua3i4BwUeXhzoUv/view?usp=drivesdk
https://drive.google.com/file/d/1c-Jyyc0nrJTF3dXcQ73S0q8xSGK3cmQK/view?usp=drivesdk
https://drive.google.com/file/d/1m1hpYZNUaxUPBU2bnUTi521WyXK7jzxe/view?usp=drivesdk
https://drive.google.com/file/d/1q__UvFDokGS5ZfdI9KHcGJHHTdFe6tiG/view?usp=drivesdk
https://drive.google.com/file/d/1w1T3NLu5Vb2xiAqVLWBr91IWWKvL-wYw/view?usp=drivesdk
https://drive.google.com/file/d/1eIZhPbdQl3Z5QxQ0BiR-ix_bbQ7Bg1wS/view?usp=drivesdk
https://drive.google.com/file/d/1kZdD6DWTMkxJ2-4RFAXd_hjfry4nN4T9/view?usp=drivesdk
https://drive.google.com/file/d/1LW-u3-DvkupPGAtxiJWVGdeHS_Jd7Hc6/view?usp=drivesdk
https://drive.google.com/file/d/1bBekNH2UJnaf3kjLMB4xWLAh1DwnxbvV/view?usp=drivesdk
https://drive.google.com/file/d/1s8xrL8JVv7FI-rHO26XwhuFWEoYapzBl/view?usp=drivesdk
https://drive.google.com/file/d/1wMjd738n3ENDclImk8xPyjxTPNnVDDPI/view?usp=drivesdk
https://drive.google.com/file/d/14Md7rfxyX3pRosljY7bc3_rSdarIK_wi/view?usp=drivesdk
https://drive.google.com/file/d/1RIwKzVdMds1RvWju6VvLFza8BcgggGoG/view?usp=drivesdk
https://drive.google.com/file/d/1TZk3-A6TAXuE5lfUa6-L0PrCP4f66Sst/view?usp=drivesdk
https://drive.google.com/file/d/1woN4MJJ09sazqgd9AIYJEVegNWwO4zDI/view?usp=drivesdk
https://drive.google.com/file/d/1UXUazQdwKd_3EnREVw8e_MdHzMC2-9qw/view?usp=drivesdk
https://drive.google.com/file/d/1N8-xc0AzwcSE7NIJWBquaYhcHAsV0rJX/view?usp=drivesdk
https://drive.google.com/file/d/1p0Xfw1egA5zoSVx3udjzTu_gKlP_NV3O/view?usp=drivesdk
https://drive.google.com/file/d/11quPP71sN-mfh_N5pGXQOdInROzVm1K_/view?usp=drivesdk
https://drive.google.com/file/d/19Ev9P7uOnBhcMCFOo0oaPcV_rNEBFSZj/view?usp=drivesdk
https://drive.google.com/file/d/1UmyCI9UhWdyexW6iysanZICurrZkcDTN/view?usp=drivesdk
https://drive.google.com/file/d/1LhAZFNKQiZsbA-V1BphCe1yNKgO6P8Mz/view?usp=drivesdk
https://drive.google.com/file/d/1TqWzotph8ytnMGbvrjpmtbR0rf_KOKt0/view?usp=drivesdk
https://drive.google.com/file/d/1qZmKpmn0RC0TsI7jf0LLbV-XHgw8ufaH/view?usp=drivesdk
https://drive.google.com/file/d/1AZAyDRtOefPWUdCkXQK7c59oL8KY_cbF/view?usp=drivesdk
https://drive.google.com/file/d/14i1CyWdUSiQrSyQl07Eno_wsFalxGvvj/view?usp=drivesdk
https://drive.google.com/file/d/1WrssHG5Q0FC68aMZ2uEgJfK4H0qD2dK3/view?usp=drivesdk
https://drive.google.com/file/d/11mISa51o2PLO4LzYiwgGkhf_vaqi8EAA/view?usp=drivesdk
https://drive.google.com/file/d/1NHDfC_6xP2kAI7AWIbh8K-BK2p1PyVOw/view?usp=drivesdk
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Clinical Area Disease Area Condition Gene Inheritance Mechanism Clinician ACT Sheet Family ACT Sheet 

Inherited metabolic 

disorders 

 

Organic acidurias 
MCEE-related methylmalonyl-CoA epimerase 

deficiency 

 

MCEE 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Other DNA repair defects 

 

MCM4-related immunodeficiency 

 

MCM4 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Bone marrow failure syndromes 
MECOM-related bone marrow failure and 

skeletal anomalies spectrum disorder 

 

MECOM 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Dysregulation of pyrin inflammasome 

 

MEFV-related familial mediterranean fever 

 

MEFV 

 

AR 

 

New function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Bone disorders 

 

MESD-related osteogenesis imperfecta 

 

MESD 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hereditary cancer 

predisposition 

syndromes 

 

Childhood solid tumor predisposition 

syndromes 

 

MLH1-related constitutional mismatch repair 

deficiency 

 

MLH1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Organic acidurias 
MLYCD-related malonyl-CoA decarboxylase 

deficiency 

 

MLYCD 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of cobalamin metabolism 

 

MMAA-related methylmalonic aciduria 

 

MMAA 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of cobalamin metabolism 
MMAB-related methylmalonic aciduria, cblB 

type 

 

MMAB 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of cobalamin metabolism 
MMACHC-related methylmalonic aciduria and 

homocystinuria, cblC type 

 

MMACHC 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of cobalamin metabolism 

 

MMADHC-related homocystinuria, cblD type 

 

MMADHC 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Organic acidurias 

 

MMUT-related methylmalonic aciduria 

 

MMUT 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of molybdenum cofactor metabolism 
MOCS1-related molybdenum cofactor 

deficiency 

 

MOCS1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Severe reduction in at least 2 serum Ig isotypes 

with normal or low B cell numbers, CVID 

phenotype 

MOGS-related congenital disorder of 

glycosylation (CDG IIb) 

 

MOGS 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Cardiac disorders 

 

Congenital heart disease 

 

Turner Syndrome 

 

Monosomy X 

  

Aneuploidy 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/1QPbVGxxQH2m16P_HutV2fb_fZMuiU4Gs/view?usp=drivesdk
https://drive.google.com/file/d/1V8CrwoYd3J46Fg0a6rwvyv3jBSp1l-Os/view?usp=drivesdk
https://drive.google.com/file/d/1eYuxsbQJqE_HCSmt1O7BPS2qi0hFZMp3/view?usp=drivesdk
https://drive.google.com/file/d/1e9ZwJrm1lvOGCoa0JAknA7emywfbZjko/view?usp=drivesdk
https://drive.google.com/file/d/14hB5iCv2kxciptdJQWt4UAuMED1MqNnc/view?usp=drivesdk
https://drive.google.com/file/d/19pVjGT36MlizvAnAwGAY1IM-bFjRqLCS/view?usp=drivesdk
https://drive.google.com/file/d/1tFm02aHhNj74QbnWwh_AzFqD0mqtvSWw/view?usp=drivesdk
https://drive.google.com/file/d/1dAmVLOhzPcQsNb3RkkyeXR4mqnNf6nhV/view?usp=drivesdk
https://drive.google.com/file/d/1bN4U8MIQuhJLNZr1QaXD2llupGObp_fR/view?usp=drivesdk
https://drive.google.com/file/d/18bVgJoS7YCbGj-fq5bxQGgul4IzdJohy/view?usp=drivesdk
https://drive.google.com/file/d/1n6V1hsmuAXWmNGVVzI-ynSA2bkjWSl0C/view?usp=drivesdk
https://drive.google.com/file/d/130Ks30YAYX-viGCDQ0jbHvJq_y1Euou9/view?usp=drivesdk
https://drive.google.com/file/d/115vgPxBZQQM9Aih1AJIqFxeFOlqqApU7/view?usp=drivesdk
https://drive.google.com/file/d/1GndmKIgbJgrnRIzHScsfqebZvgFk2owT/view?usp=drivesdk
https://drive.google.com/file/d/1eYrym6qUnnfrsbwThUZ6ahrvWJHzmlvU/view?usp=drivesdk
https://drive.google.com/file/d/1IqL1eqepLJ20xDokYFbPZhfSybfSwEMY/view?usp=drivesdk
https://drive.google.com/file/d/1Puv16my4PlZS1NgiWWCac5mAkUIacIRP/view?usp=drivesdk
https://drive.google.com/file/d/1asx-lw3I9Rc5yFRCi5MRdO0W-AdipLZV/view?usp=drivesdk
https://drive.google.com/file/d/1i9Vf2cOq8ljzh_EDwTvvKFBVeS0B-0-u/view?usp=drivesdk
https://drive.google.com/file/d/19TzAN2xXorASyTuWid-su-1bqkUnKlD9/view?usp=drivesdk
https://drive.google.com/file/d/1XBPz88E0HBvJqzdCvRRvxjiycqwwTmjI/view?usp=drivesdk
https://drive.google.com/file/d/183Nws5DFl0-RJRJXmbGeiuwgopklyGqq/view?usp=drivesdk
https://drive.google.com/file/d/1Lzwhx4CYP85PYLgqAM7_il72f33At0Pb/view?usp=drivesdk
https://drive.google.com/file/d/14P_DsGrAX9cUaJ8nMnbbbBHVUdIp7ery/view?usp=drivesdk
https://drive.google.com/file/d/10cFlVQ_VVFZKTUUKodVYBT-VN3WBxBJN/view?usp=drivesdk
https://drive.google.com/file/d/1hrGpdl4lFjmwyumbPNC2Jw_1fUTdbIM4/view?usp=drivesdk
https://drive.google.com/file/d/1O0frJdQObWBjYQgz_WFnJuy8G99FK-9c/view?usp=drivesdk
https://drive.google.com/file/d/1RxLRHGbqOhJcdJtj0qc-uv_fKQr_muOX/view?usp=drivesdk
https://drive.google.com/file/d/11Izc3_cAd-NF_6IBszVAWYMVE6Z0hsJ3/view?usp=drivesdk
https://drive.google.com/file/d/1Es7UnQXu3tDQvui9QtYWDFjsVWlodEmv/view?usp=drivesdk
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Clinical Area Disease Area Condition Gene Inheritance Mechanism Clinician ACT Sheet Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of N-linked protein glycosylation 
MPI-related congenital disorder of glycosylation 

(CDG Ib) 

 

MPI 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Inborn errors of 

immunity 

 

Hematologic bone marrow failure syndromes 

 

MPL-related thrombocytopenia 

 

MPL 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Adrenal disorders 

 

MRAP-related glucocorticoid deficiency 

 

MRAP 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Cardiac disorders 

 

Congenital heart disease 

 

MRAS-related RASopathy 

 

MRAS 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hereditary cancer 

predisposition 

syndromes 

Childhood solid tumor predisposition 

syndromes 

MSH2-related constitutional mismatch repair 

deficiency 

 

MSH2 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hereditary cancer 

predisposition 

syndromes 

Childhood solid tumor predisposition 

syndromes 

MSH6-related constitutional mismatch repair 

deficiency 

 

MSH6 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Combined immunodeficiency (CID), generally 

less profound than SCID 

 

MSN-related immunodeficiency 

 

MSN 

 

XL 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Defects of vitamin B12 and folate metabolism 
MTHFD1-related immunodeficiency and 

megaloblastic anemia 

 

MTHFD1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of folate metabolism 

 

MTHFR-related MTHFR deficiency 

 

MTHFR 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

Disorders of the metabolism of sulfur-

containing amino acids and hydrogen sulfide 

MTR-related methylcobalamin deficiency, cblG 

type 

 

MTR 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of cobalamin metabolism 
MTRR-related methionine synthase reductase 

deficiency, cbl E type 

 

MTRR 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Gastrointestinal 

disorders 

 

Disorders of lipoprotein metabolism 

 

MTTP-related abetalipoproteinemia 

 

MTTP 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Neurologic 

disorders 

 

Congenital myasthenic syndromes 

 

MUSK-related myasthenia 

 

MUSK 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Defects affecting the inflammasome 

 

MVK-related mevalonate kinase deficiency 

 

MVK 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

TLR signaling pathway deficiency 

 

MYD88-related immunodeficiency 

 

MYD88 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/1voAP3kzFZO6gr-AQha44ETKqtpGzaQ-G/view?usp=drivesdk
https://drive.google.com/file/d/1LrrwTS1tX69gjc-G1WmdgO4xpY77pncH/view?usp=drivesdk
https://drive.google.com/file/d/1ywRtX48dLAF-HUZL4LSP6kJObrHsmxaE/view?usp=drivesdk
https://drive.google.com/file/d/1VPFhD8XY8Be3HIvGskliE_jNXP7O_yX8/view?usp=drivesdk
https://drive.google.com/file/d/1ucSupXRqE3sDd80ecvBfai5F00OwjAb9/view?usp=drivesdk
https://drive.google.com/file/d/1SiTG-qcy2vXlGiSVF8riWnVm3RP5eDPC/view?usp=drivesdk
https://drive.google.com/file/d/1ZY1_Lb6a9wLPDT1i_qw25F-2AUOJsyrH/view?usp=drivesdk
https://drive.google.com/file/d/18gK4y0lrTt7OA4UHzSABqZFYMZmLlQ9w/view?usp=drivesdk
https://drive.google.com/file/d/1dgJKbEYzmEqIlug1NqiH2uFid7ktGY7r/view?usp=drivesdk
https://drive.google.com/file/d/1p5imk1JlaDriV-dVkXBaa1IBN1YMA6JN/view?usp=drivesdk
https://drive.google.com/file/d/1NWspcZR4HsXi6PCpn37LyMTLC8I14_xg/view?usp=drivesdk
https://drive.google.com/file/d/1zaA1L5vV6ZDXSLP5eNNyxInpjbSGVSLp/view?usp=drivesdk
https://drive.google.com/file/d/1xoTL17dQqeTfzTWm3aQgdzTWTbTqszyB/view?usp=drivesdk
https://drive.google.com/file/d/1v-0Dh4OcKc_COS5tNyGUBW8Jnn8fSvLQ/view?usp=drivesdk
https://drive.google.com/file/d/1PEU5jdDOzzQMER1ZPfRNydb_O5EPUYtN/view?usp=drivesdk
https://drive.google.com/file/d/1W2tpYVkjRCNxaw9B4e4ciYn6_NHOH533/view?usp=drivesdk
https://drive.google.com/file/d/1Sz5nkBTuUBuIq-rOQmqLsceX6rKFEtC5/view?usp=drivesdk
https://drive.google.com/file/d/10gg37DiD8N2_fEd8R1MG5gTbIGMsXUus/view?usp=drivesdk
https://drive.google.com/file/d/1Jzv-Mojcf9lWE9j218_AwmZMJSQbhLaO/view?usp=drivesdk
https://drive.google.com/file/d/1xCfsE9rckUGZhe_TCT4N2AqYInjS-3kB/view?usp=drivesdk
https://drive.google.com/file/d/1AWU4kXc5FCAPYjiJEL4oz4hkMU_2YANO/view?usp=drivesdk
https://drive.google.com/file/d/1Prr1zverRiTbHxYRTtbhOHw2co7rE9Oz/view?usp=drivesdk
https://drive.google.com/file/d/1x3vBEeu_DL3lY0XdXMR2vmpK4Uzt2fv1/view?usp=drivesdk
https://drive.google.com/file/d/1DnvIE6_zRoUSgU4f50YEVII6V8OmLWq4/view?usp=drivesdk
https://drive.google.com/file/d/1PgnldASPMsKvUSIoKdF4Dv96W0GRySfI/view?usp=drivesdk
https://drive.google.com/file/d/1v-KlJ7POMLE6wHVCAveLg1oHaznTUkUE/view?usp=drivesdk
https://drive.google.com/file/d/1tt_mCrVI-PF38FfdpsW0y6w913WMr70i/view?usp=drivesdk
https://drive.google.com/file/d/1jKVMjEwUjy-7NcS5Fl3iB_j6qVVGrMen/view?usp=drivesdk
https://drive.google.com/file/d/1p03bLMhTiLw1VYjercTGUiSsDTIKOa3i/view?usp=drivesdk
https://drive.google.com/file/d/1gByZmCHAJLhfovHXoLJ3Ff7OxyvDGLgd/view?usp=drivesdk
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Clinical Area Disease Area Condition Gene Inheritance Mechanism Clinician ACT Sheet Family ACT Sheet 

Gastrointestinal 

disorders 

 

Congenital diarrheal disorders 
MYO5B-related enteropathy and cholestasis 

spectrum disorder 

 

MYO5B 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hearing loss 

disorders 

 

Congenital hearing loss 

 

MYO7A-related Usher spectrum disorder 

 

MYO7A 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Gonadal dysgenesis disorders 
MYRF-related cardiac and urogenital anomalies 

spectrum disorder 

 

MYRF 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Immuno-osseous dysplasias 

 

MYSM1-related bone marrow failure disorder 

 

MYSM1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

Urea cycle disorders and inherited 

hyperammonemias 

NAGS-related N-acetylglutamate synthase 

deficiency 

 

NAGS 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of multiple glycosylation pathways 
NANS-related congenital disorder of 

glycosylation 

 

NANS 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Other inborn errors of immunity related to non-

hematopoietic tissues 

NBAS-related liver failure and multiple 

anomalies spectrum disorder 

 

NBAS 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Regulatory T cell defects 

 

NBEAL2-related gray platelet syndrome 

 

NBEAL2 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Other DNA repair defects 

 

NBN-related Nijmegen breakage syndrome 

 

NBN 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Defects of respiratory burst 

 

NCF2-related chronic granulomatous disease 

 

NCF2 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Defects of respiratory burst 

 

NCF4-related chronic granulomatous disease 

 

NCF4 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Non-inflammasome related conditions 
NCKAP1L-related immune dysregulation 

disorder 

 

NCKAP1L 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 
Congenital hyperinsulinism, neonatal diabetes 

mellitus, and pancreatic beta cell disorders 

 

NEUROG3-related enteric anendocrinosis 

 

NEUROG3 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hereditary cancer 

predisposition 

syndromes 

 

Multisystem disease 

 

NF1-related neurofibromatosis 

 

NF1 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Anhidrotic ectodermodysplasia with 

immunodeficiency (EDA-ID) 

NFKBIA-related ectodermal dysplasia and 

immunodeficiency spectrum disorder 

 

NFKBIA 

 

AD 

 

Dominant negative 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/1nfiTgr1zXSevQMSkph8o_tiWyA1U4oZX/view?usp=drivesdk
https://drive.google.com/file/d/1337QmvmHRf3ePSlh7PGl3rnu2lnTYY1V/view?usp=drivesdk
https://drive.google.com/file/d/1EVzDJa83TP6T7Q1Fq-kGNHx6vuOmu6vI/view?usp=drivesdk
https://drive.google.com/file/d/1yeKQzHo8GLN04hPgW8RDqeXQQmp3gJM4/view?usp=drivesdk
https://drive.google.com/file/d/1YvY321wcn9pou0kRabW5WsxpAu_3eQlm/view?usp=drivesdk
https://drive.google.com/file/d/1_0dj6qEi5NxfWI-8GerSy18mwRN8oMMf/view?usp=drivesdk
https://drive.google.com/file/d/16UB6-bNEIUqMoaz6u-yhtvEHI3F8LeWf/view?usp=drivesdk
https://drive.google.com/file/d/1G6z8tUiPCvZKfMxScN9HMvuGGU5kFF9-/view?usp=drivesdk
https://drive.google.com/file/d/1jkGJ3zSL855k24ufh7HGGZ-YV5rs-7NP/view?usp=drivesdk
https://drive.google.com/file/d/1_5DeLrOs69HEj7lcjuEUmJxhb2Zk0bLD/view?usp=drivesdk
https://drive.google.com/file/d/1HwANi_2HsZhW4rhw87xq6C4KV_7m_QBN/view?usp=drivesdk
https://drive.google.com/file/d/1Rm4_QN_nQb8yCHZlHipIKGvvSX8qXHSl/view?usp=drivesdk
https://drive.google.com/file/d/1h-TDd4Kie3Ofrw0mx-hm_7kosfe0_9hS/view?usp=drivesdk
https://drive.google.com/file/d/17xD10kn3seoviFDkWke7-9JRBwGf4dlN/view?usp=drivesdk
https://drive.google.com/file/d/19SANotvdww_DH_jrI5fvfO7EiLkT0fTU/view?usp=drivesdk
https://drive.google.com/file/d/1NgbNBBj8HdYVAaG_POXEAiDoJY9oijD8/view?usp=drivesdk
https://drive.google.com/file/d/10Dc1jvp9dnqR6AoBF-p7UqGEpTLOPRUU/view?usp=drivesdk
https://drive.google.com/file/d/1RXpQsgiyKqjoOiu1jOUMEmYm8hFGa778/view?usp=drivesdk
https://drive.google.com/file/d/1o6bOOlroFWlVcQy4vJxeK2mMeqcnBZgy/view?usp=drivesdk
https://drive.google.com/file/d/11Do3BPKM1XLT321b-yxdZGlUgHmeK1ob/view?usp=drivesdk
https://drive.google.com/file/d/1PCqBCi_bpq3JYlsP2dww7TFal8lW8x1-/view?usp=drivesdk
https://drive.google.com/file/d/1ve0Lb1zZr7U5aNJSvzniAqxE4JjN-5qO/view?usp=drivesdk
https://drive.google.com/file/d/1c7oOMv7oDJ-pUhnCexia1Nf2Qrd1REEh/view?usp=drivesdk
https://drive.google.com/file/d/1-ji4oFqZvG66DbgYeMSnXTj9BJa5D8wn/view?usp=drivesdk
https://drive.google.com/file/d/1rWhNr2I_B_tDoTWXIipdnc5CVkPHtSLZ/view?usp=drivesdk
https://drive.google.com/file/d/1N4rgRnzQJNg99nsmCTrY2K58SUn1t7sS/view?usp=drivesdk
https://drive.google.com/file/d/1DxsPy142QWzXHTuz7x3NwF2_aEF2VV-_/view?usp=drivesdk
https://drive.google.com/file/d/1gAuvd0PvapxSdJ2t1EvYHc9yuDsp5y5J/view?usp=drivesdk
https://drive.google.com/file/d/12pGxlJaeucYb07OPGdJ7piMK8o6Melcx/view?usp=drivesdk
https://drive.google.com/file/d/190CzAF4VKMlC6EC5rgfMzj3fKGsZTJvT/view?usp=drivesdk
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Clinical Area Disease Area Condition Gene Inheritance Mechanism Clinician ACT Sheet Family ACT Sheet 

Inborn errors of 

immunity 

 

T-B- severe combined immune deficiency 
NHEJ1-related immunodeficiency and radiation 

sensitivity 

 

NHEJ1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Thyroid disorders 

 

NKX2-1-related movement disorder 

 

NKX2-1 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Defects affecting the inflammasome 

 

NLRC4-related autoinflammatory disorder 

 

NLRC4 

 

AD 

 

New function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Defects affecting the inflammasome 
NLRP12-related familial cold autoinflammatory 

syndrome 

 

NLRP12 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Defects affecting the inflammasome 

 

NLRP3-related autoinflammatory disorder 

 

NLRP3 

 

AD 

 

New function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Adrenal disorders 

 

NNT-related glucocorticoid deficiency 

 

NNT 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Non-inflammasome related conditions 

 

NOD2-related Blau syndrome 

 

NOD2 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Gastrointestinal 

disorders 

 

Cholestasis disorders 

 

NOTCH2-related Alagille syndrome 

 

NOTCH2 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

Other disorders of complex molecule 

degradation 

 

NPC1-related Niemann-Pick disease 

 

NPC1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

Other disorders of complex molecule 

degradation 

 

NPC2-related Niemann-Pick disease 

 

NPC2 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Renal disorders 

 

Nephrotic syndrome 

 

NPHS1-related nephrotic syndrome 

 

NPHS1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Adrenal disorders 

 

NR0B1-related congenital adrenal hypoplasia 

 

NR0B1 

 

XL 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Mineralocorticoid disorders 

 

NR3C2-related pseudohypoaldosteronism 

 

NR3C2 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Adrenal disorders 

 

NR5A1-related variations of sex characteristics 

 

NR5A1 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Cardiac disorders 

 

Congenital heart disease 

 

NRAS-related RASopathy 

 

NRAS 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/1ko_ixyrg6n5UATq4plCuOkuSa80dsD-C/view?usp=drivesdk
https://drive.google.com/file/d/1h1knclbiIkXoxa3K7vBjDn4rpNp9mDsZ/view?usp=drivesdk
https://drive.google.com/file/d/1W4cV7D2hLxJPbgod-kf0g380Z0Zp-h4z/view?usp=drivesdk
https://drive.google.com/file/d/10n0nogoNCm1sgX7Pr75f6Hnrj2l8gRRw/view?usp=drivesdk
https://drive.google.com/file/d/1mLneCjEcs3nq5Yt_3bCjkqO8oG2u01Qa/view?usp=drivesdk
https://drive.google.com/file/d/15qztM-2Wp3ZZ8fQ9EpxtvXHpDjdnWKT_/view?usp=drivesdk
https://drive.google.com/file/d/1usMpLk1fRheVTGJ25aTN5w_086NCeVDU/view?usp=drivesdk
https://drive.google.com/file/d/1G0DKoLTBxda0rmR48cL04lleQ2oqk8Ax/view?usp=drivesdk
https://drive.google.com/file/d/1laUJIZhksiS2AVwL2Ff2i2o1mttGG3qt/view?usp=drivesdk
https://drive.google.com/file/d/1yLmQcE09A_lUQZysW0OneT3QCem-YpDW/view?usp=drivesdk
https://drive.google.com/file/d/1d6Cru_qo78qx2QxDHIsceixIiO2DJ1p7/view?usp=drivesdk
https://drive.google.com/file/d/1XPAKNKPcCX4R5zYFLEJVWa4Om43_fC4_/view?usp=drivesdk
https://drive.google.com/file/d/17juvymzZFr9hxK_Pg0jq9Ve2NtAlzy-B/view?usp=drivesdk
https://drive.google.com/file/d/1gS0e7OP-ktSKswOYOLVUXTAp-avE8wsw/view?usp=drivesdk
https://drive.google.com/file/d/1_2w-B44j_McT5d6_TnDT5KwrDtXiM8qY/view?usp=drivesdk
https://drive.google.com/file/d/1QOAlEFSAac0yuKYJSSsbbKp1dt7wvhll/view?usp=drivesdk
https://drive.google.com/file/d/1Qt3emDQsmefo6IV7PP8VY2ZVLvF4mvfB/view?usp=drivesdk
https://drive.google.com/file/d/1UfxfV67afkjuSfkP9mh6UDGbkhWiVeWW/view?usp=drivesdk
https://drive.google.com/file/d/1iyW9pKxexDzqFNyz1HcLNVxoFxpKJpZT/view?usp=drivesdk
https://drive.google.com/file/d/1n2ih-YFntUIhdpwoheHCxryAI8v5Vru6/view?usp=drivesdk
https://drive.google.com/file/d/1W8uGerFWl3ZgWfcUp814_qdzOci3aXjW/view?usp=drivesdk
https://drive.google.com/file/d/1ISnUT2IBmxYCVd8vpxRqAiqG3qBNbP_7/view?usp=drivesdk
https://drive.google.com/file/d/1RGkFSDINL6qnBI1NdmOQRKwvjCYFnUeV/view?usp=drivesdk
https://drive.google.com/file/d/1xnoGkpFsBdW5Me7XAYPFxcZFrVJOSYYX/view?usp=drivesdk
https://drive.google.com/file/d/1VrAKbPxL4IgXLMSvHczVSArjOUBd9kQA/view?usp=drivesdk
https://drive.google.com/file/d/1VOyU4bjx02aixFDlwXL8BtmYaa_g0Q4e/view?usp=drivesdk
https://drive.google.com/file/d/1tAKdTZst5laErBgjb4PUvm_LCzMqfvmE/view?usp=drivesdk
https://drive.google.com/file/d/1qZeivYcvWMLyedwLC5PoArNPBbOvOj6e/view?usp=drivesdk
https://drive.google.com/file/d/1aJ02on85s1Bjvxq8PFOSG0ah3JyEJN4n/view?usp=drivesdk
https://drive.google.com/file/d/1EzpxMXt65TnVa05n4e7JZM2uORStaADC/view?usp=drivesdk
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Clinical Area Disease Area Condition Gene Inheritance Mechanism Clinician ACT Sheet Family ACT Sheet 

Inborn errors of 

immunity 

 

Other DNA repair defects 
NSMCE3-related chromosome breakage 

disorder with lung disease 

 

NSMCE3 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Type 1 interferonopathies 

 

OAS1-related immune dysregulation disorder 

 

OAS1 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

Disorders of ornithine, proline and 

hydroxyproline metabolism 

OAT-related gyrate atrophy of the choroid and 

retina 

 

OAT 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of polyamine metabolism 
ODC1-related neurodevelopmental disorder 

with multiple anomalies 

 

ODC1 

 

AD 

 

Increased function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hereditary cancer 

predisposition 

syndromes 

Childhood solid tumor predisposition 

syndromes 

 

OFD1-related ciliopathy 

 

OFD1 

 

XL 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Calcium channel defects 

 

ORAI1-related immunodeficiency 

 

ORAI1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Other inborn errors of immunity related to non-

hematopoietic tissues 

 

OSTM1-related osteopetrosis 

 

OSTM1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Inherited metabolic 

disorders 

 

Urea cycle disorders and inherited 

hyperammonemias 

 

OTC-related ornithine transcarbamylase 

deficiency 

 

OTC 

 

XL 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hearing loss 

disorders 

 

Congenital hearing loss 
OTOF-related nonsyndromic auditory 

neuropathy spectrum disorder 

 

OTOF 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Non-inflammasome related conditions 

 

OTULIN-related autoinflammatory disorder 

 

OTULIN 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Pituitary hormone disorders 
OTX2-related ocular malformations and 

pituitary dysfunction 

 

OTX2 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of ketone body metabolism 
OXCT1-related succinyl CoA:3-oxoacid CoA 

transferase deficiency 

 

OXCT1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Inherited metabolic 

disorders 

 

Disorders of phenylalanine and tyrosine 

metabolism 

 

PAH-related phenylketonuria 

 

PAH 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Bone marrow failure syndromes 

 

PARN-related telomere biology disorder 

 

PARN 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/1FGelkHG5ZLfWx69H2WjcluTXxmiVSXnm/view?usp=drivesdk
https://drive.google.com/file/d/1sTIE9IItIxNRA6csawHyZ81ItVvGPmnx/view?usp=drivesdk
https://drive.google.com/file/d/1uqxr0rBBjGnti7yeVxvqobfekwXI3jHF/view?usp=drivesdk
https://drive.google.com/file/d/1aRkFv50zpc1BXq6pNawC6TeC9VgK6sxx/view?usp=drivesdk
https://drive.google.com/file/d/1bE3i7MddM7Nur-cArFCZH9dU9-7bza3F/view?usp=drivesdk
https://drive.google.com/file/d/1AkIKPG8BwCIMHfnsC4aD06kGuIBwEra9/view?usp=drivesdk
https://drive.google.com/file/d/1GbsDXqqPAvjL2tqN48uQHMeJP7qWFyp4/view?usp=drivesdk
https://drive.google.com/file/d/1lGT36IMfqyBhY132DVXfZVsl9Ige_zNt/view?usp=drivesdk
https://drive.google.com/file/d/1nNHsYhZe-B7P4NwsSCRAF3_KiKS2FDSE/view?usp=drivesdk
https://drive.google.com/file/d/1frqooWOl0P5QDjtc6Dv-aZoo6JjoD-wh/view?usp=drivesdk
https://drive.google.com/file/d/1eRamQDpECdeaq-vawoYTnXlTWJeZRO2B/view?usp=drivesdk
https://drive.google.com/file/d/1LJvdSYkOUFPt_KP81uPRHw3NRa7epTgz/view?usp=drivesdk
https://drive.google.com/file/d/1yrPGMSy09erN8N8MxJRANtChMWYobRRS/view?usp=drivesdk
https://drive.google.com/file/d/1yB2Ds8QqR04fpH9HXGUs366jMD2-lDR8/view?usp=drivesdk
https://drive.google.com/file/d/1cU7JX1T2VflKqWJ_JheXhti4E5YhdcYC/view?usp=drivesdk
https://drive.google.com/file/d/1Q6HjlwQMauq-Tdc4pB7rW9X6dfQVnf3Y/view?usp=drivesdk
https://drive.google.com/file/d/1iNrF4GAEOZP7gztt-LB6RPfeh3kOxz60/view?usp=drivesdk
https://drive.google.com/file/d/1nMvm33JG_dF58VyS101CJQA5Je2lHzUa/view?usp=drivesdk
https://drive.google.com/file/d/1xzn9bH0QVHJ1l9DwaWe5tuQrO7Zcoe0r/view?usp=drivesdk
https://drive.google.com/file/d/1F7mbOY9cgRD4XSPU0jT8t42juwAofB2N/view?usp=drivesdk
https://drive.google.com/file/d/1HCzi393rDS2WGU06Lq1szX1kd3BW18AI/view?usp=drivesdk
https://drive.google.com/file/d/1yjs2gXU88seVOKwBYaX8ShfZj82DmQaM/view?usp=drivesdk
https://drive.google.com/file/d/1lQ4CXzWw4uppFSfgyrl4JJKKc6t-4OGb/view?usp=drivesdk
https://drive.google.com/file/d/12ABTdrtSFzMMIj0U5zWTSutNJMT-YofD/view?usp=drivesdk
https://drive.google.com/file/d/1yuafh95aR8tC2RKgsblmue34KTk0OihL/view?usp=drivesdk
https://drive.google.com/file/d/1Myv6hH1oldW-5nuIAKDiYTveF6PUaOlh/view?usp=drivesdk
https://drive.google.com/file/d/1rExdC27zYRDRgBigoS85DY1qfM5oKySz/view?usp=drivesdk
https://drive.google.com/file/d/175DtICaypiusbLZbSPTfLrhRZE6k-mVg/view?usp=drivesdk
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Inborn errors of 

immunity 

Combined immunodeficiency (CID), generally 

less profound than SCID 

 

PAX1-related otofaciocervical syndrome 

 

PAX1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Thyroid disorders 

 

PAX8-related hypothyroidism 

 

PAX8 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of gluconeogenesis 

 

PC-related pyruvate carboxylase deficiency 

 

PC 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of tetrahydrobiopterin metabolism 
PCBD1-related BH4-deficient 

hyperphenylalaninemia 

 

PCBD1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Organic acidurias 

 

PCCA-related propionic acidemia 

 

PCCA 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Organic acidurias 

 

PCCB-related propionic acidemia 

 

PCCB 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hearing loss 

disorders 

 

Congenital hearing loss 

 

PCDH15-related Usher syndrome 

 

PCDH15 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of gluconeogenesis 
PCK1-related cytosolic phosphoenolpyruvate 

carboxykinase deficiency 

 

PCK1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Adrenal disorders 
PCSK1-related proprotein convertase 1 

deficiency 

 

PCSK1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of pyruvate metabolism 
PDHA1-related pyruvate dehydrogenase 

deficiency 

 

PDHA1 

 

XL 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of pyruvate metabolism 
PDHB-related pyruvate dehydrogenase 

deficiency 

 

PDHB 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of pyruvate metabolism 
PDHX-related pyruvate dehydrogenase 

deficiency 

 

PDHX 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of pyruvate metabolism 
PDP1-related pyruvate dehydrogenase 

phosphatase deficiency 

 

PDP1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of coenzyme Q10 biosynthesis 

 

PDSS1-related coenzyme Q10 deficiency 

 

PDSS1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of coenzyme Q10 biosynthesis 

 

PDSS2-related coenzyme Q10 deficiency 

 

PDSS2 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/1kAV6Hijn7aJGH1dbfFUaKbXRgbxEvSed/view?usp=drivesdk
https://drive.google.com/file/d/11beJVYW0C1ieYw2nr7hOjDEIMruGLZEC/view?usp=drivesdk
https://drive.google.com/file/d/1T5o_ktosDnH7QNXBO5PxzdR3irXK-bo-/view?usp=drivesdk
https://drive.google.com/file/d/1dujYO6QZk1ZokurYIVZplIu5s652130C/view?usp=drivesdk
https://drive.google.com/file/d/1Ta9q7v8zqx3Pr0ssP_cveYS8G7ZnSO7Q/view?usp=drivesdk
https://drive.google.com/file/d/1GxFFjZEFvwaqPLAlIswNWM-hOVTdgx-z/view?usp=drivesdk
https://drive.google.com/file/d/1GbbgHd7VdMbcqVLEJ0JbXjuCI6zqEXhF/view?usp=drivesdk
https://drive.google.com/file/d/1i7jy_9tn0FxbcU-mcw-ovRS4BVQFNkls/view?usp=drivesdk
https://drive.google.com/file/d/1-cisc767KtFrkN8vbIzsXaW1dQTS320r/view?usp=drivesdk
https://drive.google.com/file/d/1peXE2F5pWOSPpCc48TC1dAxKFh_v0jpK/view?usp=drivesdk
https://drive.google.com/file/d/1JiX6AUE3SZKFLQaGVoUC8tGkjk6Q1Fnk/view?usp=drivesdk
https://drive.google.com/file/d/1ZkcsoJbZjDDf4kqamJJmWd3ivEzo7SEj/view?usp=drivesdk
https://drive.google.com/file/d/13NHzT355O_HrL2fc_5WKCPBLNDAk3fh6/view?usp=drivesdk
https://drive.google.com/file/d/1WnBdqvr41H2QIbegVwH7gUvDZuPgLxTV/view?usp=drivesdk
https://drive.google.com/file/d/1BJubfaS9lXzu93T3z-UsKmRP7r7Pthbi/view?usp=drivesdk
https://drive.google.com/file/d/17vnOIyd1JdLEbIkBT5LduHyl2Bux-zUq/view?usp=drivesdk
https://drive.google.com/file/d/1h0v02HtpPPUCuXQoceBpr8jPyffM59bA/view?usp=drivesdk
https://drive.google.com/file/d/179VaTLUj-wxWS_xHYBzIzcDXMLbnAwzp/view?usp=drivesdk
https://drive.google.com/file/d/1WJWfnLhjYzJ1IHgerDKevURc_QFKyc0K/view?usp=drivesdk
https://drive.google.com/file/d/1ALR4keRvWmX9fx5en3_Oy097bVcij6XC/view?usp=drivesdk
https://drive.google.com/file/d/1Yi62YQQ1idMXhT6nwEJXxNkCgK3E9df0/view?usp=drivesdk
https://drive.google.com/file/d/1M-8OKNonFxU9-jm6fJMqSlwerH7t-zcw/view?usp=drivesdk
https://drive.google.com/file/d/1ZpetmUZ01UrpKN1X5Xn3UR7YrRWDd4ln/view?usp=drivesdk
https://drive.google.com/file/d/1CHF46NWJPFZWMyz0CoL6ch8_m4w52vgN/view?usp=drivesdk
https://drive.google.com/file/d/1JLRUUYusLzeaQSz9EcIv2CzDNnOk1ViY/view?usp=drivesdk
https://drive.google.com/file/d/172GN3mm_6xuD15sMjyGS8_PTOE20hI3Y/view?usp=drivesdk
https://drive.google.com/file/d/1syKyQKfP-z97wY2Wwa7dQg91B3EHWWfV/view?usp=drivesdk
https://drive.google.com/file/d/1O7ZJzgYOpcwLqeWBG76unOtp_0CYi_xX/view?usp=drivesdk
https://drive.google.com/file/d/1bKa-_Qq8K0CGn8echKS-slXCFixZdecD/view?usp=drivesdk
https://drive.google.com/file/d/1uBFd4sRKRzerpUOw_7IMwWdej9y0eapc/view?usp=drivesdk
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Endocrine disorders 
Congenital hyperinsulinism, neonatal diabetes 

mellitus, and pancreatic beta cell disorders 

PDX1-related pancreatic dysgenesis and 

diabetes spectrum disorder 

 

PDX1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Autoimmunity with or without 

lymphoproliferation 

 

PEPD-related prolidase deficiency 

 

PEPD 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of multiple glycosylation pathways 
PGM1-related congenital disorder of 

glycosylation (CDG It) 

 

PGM1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Syndromes with elevated IgE (HIES) 

 

PGM3-related immunodeficiency 

 

PGM3 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Rickets - vitamin D and phosphate disorders 

 

PHEX-related hypophosphatemic rickets 

 

PHEX 

 

XL 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of glycine and serine metabolism 
PHGDH-related phosphoglycerate 

dehydrogenase deficiency 

 

PHGDH 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of glycogen metabolism 

 

PHKA2-related glycogen storage disease 9 

 

PHKA2 

 

XL 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of glycogen metabolism 

 

PHKB-related glycogen storage disease 9 

 

PHKB 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of glycogen metabolism 

 

PHKG2-related glycogen storage disease 9 

 

PHKG2 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Inborn errors of 

immunity 

Severe reduction in at least 2 serum Ig isotypes 

with normal or low B cell numbers, CVID 

phenotype 

 

PI4KA-related brain malformations spectrum 

disorder 

 

PI4KA 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Severe reduction in at least 2 serum Ig isotypes 

with normal or low B cell numbers, CVID 

phenotype 

 

PIK3CD-related immunodeficiency 

 

PIK3CD 

 

AD 

 

New function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Severe reduction in all serum Ig isotypes with 

profoundly decreased or absent B cells, 

agammaglobulinemia 

 

PIK3CD-related immunodeficiency 

 

PIK3CD 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Severe reduction in all serum Ig isotypes with 

profoundly decreased or absent B cells, 

agammaglobulinemia 

 

PIK3R1-related agammaglobulinemia 

 

PIK3R1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Severe reduction in at least 2 serum Ig isotypes 

with normal or low B cell numbers, CVID 

phenotype 

 

PIK3R1-related immunodeficiency 

 

PIK3R1 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Severe reduction in at least 2 serum Ig isotypes 

with normal or low B cell numbers, CVID 

phenotype 

 

PIK3R1-related SHORT syndrome 

 

PIK3R1 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/1fhR9WUt35djhSNa11aB71BvgfjdTHO-U/view?usp=drivesdk
https://drive.google.com/file/d/14GGnredgOBvnxVAEn7h3nOaTe7CmbH_3/view?usp=drivesdk
https://drive.google.com/file/d/11tp4OzeAWsutEDg77Wn57y-BldDG1ek2/view?usp=drivesdk
https://drive.google.com/file/d/1FQvs6M4ytz7yuxB_5_YFOkGeRMbaTXFz/view?usp=drivesdk
https://drive.google.com/file/d/11hP38QOc5xOIAHsPt7XjUp6RCpPgZZy2/view?usp=drivesdk
https://drive.google.com/file/d/1FTjxCdtEDhiyGydqdg7XZB3c-k6rIJVv/view?usp=drivesdk
https://drive.google.com/file/d/1quffoj0MC1WhSeo6IelA7EuGWgPOf0Lz/view?usp=drivesdk
https://drive.google.com/file/d/1bUlBCVjULx-1retLUcCN4p6qtfjYKnFX/view?usp=drivesdk
https://drive.google.com/file/d/1KA6RoqWxMIEm10pt5_UeMLh0O4efPEGB/view?usp=drivesdk
https://drive.google.com/file/d/1sqS-IZkdjRb7YJFTTrxy2-AMfnNRJeW0/view?usp=drivesdk
https://drive.google.com/file/d/16ltt5HnFnhID0F3yTLmODNXJhblO3YD3/view?usp=drivesdk
https://drive.google.com/file/d/1H-qk4ZDLqw8ghS3Bu0t6dwvXFrfF_O47/view?usp=drivesdk
https://drive.google.com/file/d/1rOPqsVdf0xTdjawirgh7qYzLWs9Oaum6/view?usp=drivesdk
https://drive.google.com/file/d/1Uyt2xzoSGWMA5tbIsa4jV22srzcS4x8E/view?usp=drivesdk
https://drive.google.com/file/d/18sO11YAdGWmqRIURSxtg2hR3JOlrQT_A/view?usp=drivesdk
https://drive.google.com/file/d/12DicPRZHPuBgGfvnhvH5YG2hVluxt6P_/view?usp=drivesdk
https://drive.google.com/file/d/1PqZkYKDGpAqMSyO_4aoViTLwRCH_Ezoo/view?usp=drivesdk
https://drive.google.com/file/d/1np2FI3biPiEG6JZkmzU9cAfIyMz2IdeC/view?usp=drivesdk
https://drive.google.com/file/d/1yRSJXLdf2Ns-0oqRHhaBZjE14ggwZako/view?usp=drivesdk
https://drive.google.com/file/d/1bBy1BdDeGWLBi9jkAe88nRCXrSORU3Ir/view?usp=drivesdk
https://drive.google.com/file/d/1xotsgolLBKDEW7mtcfqLNiapw6h9yLw4/view?usp=drivesdk
https://drive.google.com/file/d/1jhxSb8GMEonb8J_NA__GJiKOahvafekh/view?usp=drivesdk
https://drive.google.com/file/d/1p7vHLn_0Yra1SYztawwm4SdHCSM893IS/view?usp=drivesdk
https://drive.google.com/file/d/1ofqebesAXNHNHjBGQhaNfFUXtc3Fjbch/view?usp=drivesdk
https://drive.google.com/file/d/128qRU5Wk40AZhwTBCSo-Q5YNVhjDVKN7/view?usp=drivesdk
https://drive.google.com/file/d/1nUIvpdCUmmILZ7wtRtXV9KIkM18DFvmb/view?usp=drivesdk
https://drive.google.com/file/d/1P810sRIOFoe4iDlzPs2-Wn8eFncyNLFl/view?usp=drivesdk
https://drive.google.com/file/d/1TOU1ECfWLFH0A8IL-RcKszhdZxdodAAU/view?usp=drivesdk
https://drive.google.com/file/d/1N359EbNwIklv0OMxPdr0CbFCIofY0pvI/view?usp=drivesdk
https://drive.google.com/file/d/17AixVrtM-q9Ex_2l3Vp0VjckfD8ZGWIS/view?usp=drivesdk


Sunshine Genetics Tier 1 Gene - Condition List 
Derived from the Bridges-NBS Condition List, Excluding G6PD Deficiency 

 Page 36 of 53 

 

 

 

 

Clinical Area Disease Area Condition Gene Inheritance Mechanism Clinician ACT Sheet Family ACT Sheet 

Hematologic 

disorders 

 

Hemolytic disorder 

 

PKLR-related pyruvate kinase deficiency 

 

PKLR 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Defects affecting multiple immune pathways 

 

PLCG2-related immune dysregulation disorder 

 

PLCG2 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Neurologic 

disorders 

 

Congenital myasthenic syndromes 
PLEC-related epidermolysis bullosa-muscular 

dystrophy spectrum disorder 

 

PLEC 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Ophthalmologic 

disorders 

 

Plasminogen deficiency 

 

PLG-related plasminogen deficiency 

 

PLG 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of pyridoxine metabolism 

 

PLPBP-related vitamin B6-dependent epilepsy 

 

PLPBP 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Bone disorders 

 

PLS3-related osteoporosis 

 

PLS3 

 

XL 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Gastrointestinal 

disorders 

 

Congenital diarrheal disorders 

 

PLVAP-related protein-losing enteropathy 

 

PLVAP 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Other defects 
PNP-related purine nucleoside phosphorylase 

deficiency 

 

PNP 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Pituitary hormone disorders 

 

PNPLA6-related disorder 

 

PNPLA6 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of pyridoxine metabolism 
PNPO-related pyridoxamine 5'-phosphate 

oxidase deficiency 

 

PNPO 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Other DNA repair defects 

 

POLA1-related reticulate pigmentary disorder 

 

POLA1 

 

XL 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Other DNA repair defects 

 

POLE-related skeletal dysplasia 

 

POLE 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

Disorders of mtDNA replication and 

maintenance 

 

POLG-related disorder 

 

POLG 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Dermatologic 

disorders 

 

Xeroderma pigmentosum 

 

POLH-related xeroderma pigmentosum 

 

POLH 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Adrenal disorders 

 

POMC-related proopiomelanocortin deficiency 

 

POMC 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/1RLv6QxrCnf3PTL4EFr1zJj6LxGrieu5o/view?usp=drivesdk
https://drive.google.com/file/d/1bObYDjjf12W1ptIYHcfFvPTmXNn8m8MS/view?usp=drivesdk
https://drive.google.com/file/d/1LWIfpb6SrTqxLIwySThityGJkfptSkuD/view?usp=drivesdk
https://drive.google.com/file/d/1F2XG3nZ0FmtklPfdA6SCzT_kOOKLM3GQ/view?usp=drivesdk
https://drive.google.com/file/d/1AZlvsG9r8zClFAfAxwihcQWu_10FmX5X/view?usp=drivesdk
https://drive.google.com/file/d/1kxoq1L-VPYzVMt5FqD91SgFKVYJEkYz5/view?usp=drivesdk
https://drive.google.com/file/d/1odE01WQEJZmHb3FWae9Zlp1OMEFYwNm9/view?usp=drivesdk
https://drive.google.com/file/d/1P7eFG-7MiQViNq6UEaaZH-o5VsDwH7nl/view?usp=drivesdk
https://drive.google.com/file/d/1NJRZ_cR3_-MI9wY-XpVTPAUlox-IgVX-/view?usp=drivesdk
https://drive.google.com/file/d/1DeYegupPq1QcJ7KWdeBxjdEbB-gxcac8/view?usp=drivesdk
https://drive.google.com/file/d/1QtT_qhqc8KWPEQ3B1p-sqKhLLkwCDZ17/view?usp=drivesdk
https://drive.google.com/file/d/1wjgKgGGuTMxFSYfTlv3X8GrgzJKpjLzU/view?usp=drivesdk
https://drive.google.com/file/d/103hpjq-DgqSH6BEBzFgA0LnEyy-i3O8C/view?usp=drivesdk
https://drive.google.com/file/d/1JBEeWKW-EKCrH8e0r2QLNYUBvdFh1t3e/view?usp=drivesdk
https://drive.google.com/file/d/1JLIvlk5iPQaby3ZyiW-opt1Wm6GgcBEo/view?usp=drivesdk
https://drive.google.com/file/d/1_1fQP-UtW2s513ljOuxmCBnUXzhGZ7r8/view?usp=drivesdk
https://drive.google.com/file/d/1ZMomuwzITHuAO6vOKWuG3Ue7wELVB0Dk/view?usp=drivesdk
https://drive.google.com/file/d/1fLOvYj2dnb0PVe0PzgqndpSPlSBtumm1/view?usp=drivesdk
https://drive.google.com/file/d/1Y3w-dkyLtuxCl-7CsgblcTzmnZZTw3Eu/view?usp=drivesdk
https://drive.google.com/file/d/1pRhdpBK4jQVRa5lknv_1qaPeIGIwfHSb/view?usp=drivesdk
https://drive.google.com/file/d/1dKiLgFnx6Nh8Od1mmYxGFchi9uHhuLwo/view?usp=drivesdk
https://drive.google.com/file/d/1CCuq-nnKoYvNdJqNpR3vMgsEbUqnSPhk/view?usp=drivesdk
https://drive.google.com/file/d/1aBXAl2tXVgL6Wxd_U5YL4bKneg8lrfoo/view?usp=drivesdk
https://drive.google.com/file/d/1u8g0Hi9Fw69fXKJMAO__e0i9B0veJnYf/view?usp=drivesdk
https://drive.google.com/file/d/1OqoC7mR56Mef-YuClsLjQFuXE5UAxtno/view?usp=drivesdk
https://drive.google.com/file/d/1YggU5u_MggakQj7ol8f9SOLrD-7TR440/view?usp=drivesdk
https://drive.google.com/file/d/17zsFYM_fS3aaazBgL-6pR6i-aiYAkR9y/view?usp=drivesdk
https://drive.google.com/file/d/18Z9cFPbPhbKsNLHpW9yVvrkf-MuscQxl/view?usp=drivesdk
https://drive.google.com/file/d/1cjMr7UbrT-dhAGJrGUBNJGDbZImzcRxg/view?usp=drivesdk
https://drive.google.com/file/d/15yi91ia9lQW_tJM6Eg196TBlC4IdvUwq/view?usp=drivesdk
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Clinical Area Disease Area Condition Gene Inheritance Mechanism Clinician ACT Sheet Family ACT Sheet 

Inborn errors of 

immunity 

 

Non-inflammasome related conditions 

 

POMP-related immune dysregulation disorder 

 

POMP 

 

AD 

 

Dominant negative 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Pituitary hormone disorders 
POU1F1-related combined pituitary hormone 

deficiency 

 

POU1F1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Cardiac disorders 

 

Hereditary arrhythmia 

 

PPA2-related sudden cardiac failure 

 

PPA2 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Gonadal dysgenesis disorders 
PPP2R3C-related myoectodermal gonadal 

dysgenesis syndrome 

 

PPP2R3C 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Inherited metabolic 

disorders 

 

Disorders of cobalamin metabolism 

 

PRDX1-related disorder 

 

PRDX1 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Neurologic 

disorders 

 

Congenital myasthenic syndromes 

 

PREPL-related PREPL deficiency 

 

PREPL 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Familial hemophagocytic lymphohistiocytosis 
PRF1-related hemophagocytic 

lymphohistiocytosis 

 

PRF1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Combined immunodeficiency (CID), generally 

less profound than SCID 

 

PRIM1-related DNA replication disorder 

 

PRIM1 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Cardiac disorders 

 

Congenital heart disease 
PRKAR1A-related Carney complex spectrum 

disorder 

 

PRKAR1A 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Susceptibility to EBV and lymphoproliferative 

conditions 

 

PRKCD-related immune dysregulation disorder 

 

PRKCD 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

T-B- severe combined immune deficiency 

 

PRKDC-related immune dysregulation disorder 

 

PRKDC 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Pituitary hormone disorders 
PROK2-related hypogonadotropic 

hypogonadism 

 

PROK2 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Pituitary hormone disorders 
PROKR2-related hypogonadotropic 

hypogonadism 

 

PROKR2 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Pituitary hormone disorders 
PROP1-related combined pituitary hormone 

deficiency 

 

PROP1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Neurologic 

disorders 

 

Epilepsies 
PRRT2-related movement and 

neurodevelopmental spectrum disorder 

 

PRRT2 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/1xv5LLepU6e0MzXbbvqjZXwgoluVfWe5P/view?usp=drivesdk
https://drive.google.com/file/d/1pgsT-77yKeHXjXq-fBg4mjrJyXq3h98r/view?usp=drivesdk
https://drive.google.com/file/d/1Iz07vicCfBTVVI9sgiRz8PRDYxRXt0tw/view?usp=drivesdk
https://drive.google.com/file/d/1wcduiUm0iBT4NO0Altvp_uStqDlw9K1t/view?usp=drivesdk
https://drive.google.com/file/d/17YtyyDbF4aAWcdn9xylyHJ1qPqCnjcNP/view?usp=drivesdk
https://drive.google.com/file/d/1yVliqsUvj8vl7IlCyhZxecGwJaVQ6b3S/view?usp=drivesdk
https://drive.google.com/file/d/1Lecb24ESD8Bxi2kudG7avasDGZCYE85V/view?usp=drivesdk
https://drive.google.com/file/d/1i1f3PZNnmsiQ4ng7Qp4OS7rGFxvO3rk8/view?usp=drivesdk
https://drive.google.com/file/d/17w550V_m_syY83uDsk1bljvvZzSlZt6C/view?usp=drivesdk
https://drive.google.com/file/d/1o03AbvWMIC-ctAsBXMh1PslobcJfTpLW/view?usp=drivesdk
https://drive.google.com/file/d/1s5obXdwFlmM0o-9Sxsg5T6MVyI8T_rpE/view?usp=drivesdk
https://drive.google.com/file/d/1sd6e_MXc3eaQIXP2PGjvANrHg6anMRsK/view?usp=drivesdk
https://drive.google.com/file/d/1Kqv76NLM5omgbQsxlT146vEDk84XuMR2/view?usp=drivesdk
https://drive.google.com/file/d/1Fmu-HkCXKnXYlH8gOqLuVltN2Nul0pwD/view?usp=drivesdk
https://drive.google.com/file/d/17NouskOwY8Sgcf0asbNB2Ptky_vxfhDa/view?usp=drivesdk
https://drive.google.com/file/d/1noHHmwJMgyqIKfPnALMum640RmGNPxpK/view?usp=drivesdk
https://drive.google.com/file/d/1Bqf5ncKPsGO9rr2WXY8DvFNeIePnCAey/view?usp=drivesdk
https://drive.google.com/file/d/1fXyWeYbzBLgfVX2K6vtqQvxqzEcmtKUI/view?usp=drivesdk
https://drive.google.com/file/d/16tUhoIfHnphWQIFNzcfOaZrfa2STGbF1/view?usp=drivesdk
https://drive.google.com/file/d/17cdheJV9cMxZnlcPd0wu5NMEEZhRPqKB/view?usp=drivesdk
https://drive.google.com/file/d/1GlGVyy0w1bzuLh-muazwsS2uGNqxi8UK/view?usp=drivesdk
https://drive.google.com/file/d/1sBDkECim8vN1t-ItqiSpEIdTl6PPvsEb/view?usp=drivesdk
https://drive.google.com/file/d/1eMs7p4kM_QeTkfc45Qeyx__eIM6xe7FM/view?usp=drivesdk
https://drive.google.com/file/d/1Gk9w0JiW5uPkLP0N0xkBrpaYe7CoSGeu/view?usp=drivesdk
https://drive.google.com/file/d/166m_a2bLzoU1TUyPDyJ6GE9uMgvHW1mh/view?usp=drivesdk
https://drive.google.com/file/d/1T7mdzRReEik5DqwIVvdRp4NUGB78C8q4/view?usp=drivesdk
https://drive.google.com/file/d/1kMal8pKragOjSqLa_WqD320hjA0K06KK/view?usp=drivesdk
https://drive.google.com/file/d/1FttFN3Jf10HftSRg-aAthn-rxPaWeHUM/view?usp=drivesdk
https://drive.google.com/file/d/1HUmMd2IJndwG3eHvwUPs2tkvckSfFoT7/view?usp=drivesdk
https://drive.google.com/file/d/1l5BWTlCRmgMcMRvRvC0KUfnpJeCNv-uA/view?usp=drivesdk
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Clinical Area Disease Area Condition Gene Inheritance Mechanism Clinician ACT Sheet Family ACT Sheet 

Neurologic 

disorders 

 

Epilepsies 
PRRT2-related movement and 

neurodevelopmental spectrum disorder 

 

PRRT2 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Non-inflammasome related conditions/Type I 

interferonopathy 

 

PSMB8-related immune dysregulation disorder 

 

PSMB8 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Confirmed absent in IUIS reports 
PSMC3-related neurodevelopmental disorder 

with multiple anomalies 

 

PSMC3 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Confirmed absent in IUIS reports 

 

PSMC5-related neurodevelopmental disorder 

 

PSMC5 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Non-inflammasome related conditions 

 

PSTPIP1-related autoinflammatory disorder 

 

PSTPIP1 

 

AD 

 

Increased function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hereditary cancer 

predisposition 

syndromes 

Childhood solid tumor predisposition 

syndromes 

PTCH1-related nevoid basal cell carcinoma 

syndrome 

 

PTCH1 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 
Congenital hyperinsulinism, neonatal diabetes 

mellitus, and pancreatic beta cell disorders 

 

PTF1A-related pancreatic agenesis 

 

PTF1A 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Parathyroid disorders 

 

PTH-related hypoparathyroidism 

 

PTH 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Cardiac disorders 

 

Congenital heart disease 
PTPN11-related Noonan syndrome with 

multiple lentigines 

 

PTPN11 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Cardiac disorders 

 

Congenital heart disease 

 

PTPN11-related RASopathy 

 

PTPN11 

 

AD 

 

New function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Confirmed absent in IUIS reports 

 

PTPN2-related immunodeficiency 

 

PTPN2 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

T-B+ severe combined immune deficiency 

 

PTPRC-related immunodeficiency 

 

PTPRC 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of tetrahydrobiopterin metabolism 
PTS-related BH4-deficient 

hyperphenylalaninemia 

 

PTS 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of glycogen metabolism 

 

PYGL-related glycogen storage disease 6 

 

PYGL 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of tetrahydrobiopterin metabolism 
QDPR-related BH4-deficient 

hyperphenylalaninemia 

 

QDPR 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/1Lt5YaHMMKyoLQJ-siRFlqOHMQ1KC0Sec/view?usp=drivesdk
https://drive.google.com/file/d/1ya9NPA2aFGOM6snSRL_rbcKsealDxghx/view?usp=drivesdk
https://drive.google.com/file/d/1Y5gv9C-YeUof3VYIs7WTV3nQK7kqdtQL/view?usp=drivesdk
https://drive.google.com/file/d/1X-CUFFZGtyCVeP18fY3OujpvqhV6iTtI/view?usp=drivesdk
https://drive.google.com/file/d/1CXyIo2-x0kSHPRCWx3QlNbfkBTS73wgw/view?usp=drivesdk
https://drive.google.com/file/d/1ncZn0_-JR5C296POg2uWEeBkkamprXHc/view?usp=drivesdk
https://drive.google.com/file/d/1ZBLJ4JRfrPFpjzX0mRmY4H0t2lBm6XQi/view?usp=drivesdk
https://drive.google.com/file/d/1bx_JpxOfriyxizfWr2s97Qsv1m2c88pe/view?usp=drivesdk
https://drive.google.com/file/d/13572JXEnWjdk3rHdsRnqYq6NQakAtl4I/view?usp=drivesdk
https://drive.google.com/file/d/1UGuTIQ7pttYKBSi5yL2Mwukflqe63yr1/view?usp=drivesdk
https://drive.google.com/file/d/1ElGTk8E1j6LHZS6jjfuWRzOP3uYmBlAc/view?usp=drivesdk
https://drive.google.com/file/d/1fHiMpLUZ8eufkrhDWVYQUW8ZcIoaUm8Q/view?usp=drivesdk
https://drive.google.com/file/d/1eHC5K0w0-rzBpr3s1lnRFsbnm6F1NpWU/view?usp=drivesdk
https://drive.google.com/file/d/1jp1Tf01Fl89evr3ERAX9cyjLzzc2vDm7/view?usp=drivesdk
https://drive.google.com/file/d/14BngLY9UHxjDQrYWvwwcAsV4AYsZnjB6/view?usp=drivesdk
https://drive.google.com/file/d/1RWZWEdQDeFDTMWk6x5TV9UouxtcT5ZlI/view?usp=drivesdk
https://drive.google.com/file/d/1eRrBqVJGTQdZBftbwaoVSnSJbMH7iD2t/view?usp=drivesdk
https://drive.google.com/file/d/1GLhgte8itvGTAl1OERRXxuYsQnbnQDNe/view?usp=drivesdk
https://drive.google.com/file/d/1DM3PbHCyORMJH6mptIn5KhNg1xjOaJFQ/view?usp=drivesdk
https://drive.google.com/file/d/1e82b8uldrKNC6SKfzoBOhv0zWKgTDhkF/view?usp=drivesdk
https://drive.google.com/file/d/1BCYEyYuAkFTRsutP8ywGy4twnxpHEBNd/view?usp=drivesdk
https://drive.google.com/file/d/1_l9chN40YkbZ9C_LQW1v7pUnjO56oIt1/view?usp=drivesdk
https://drive.google.com/file/d/1WGbt2eA_K-2bayg5O46AeRsYqDGNdYLB/view?usp=drivesdk
https://drive.google.com/file/d/1yU5oCA2ZQ4hZN-jy4cKu4zGatKVYiwZ2/view?usp=drivesdk
https://drive.google.com/file/d/1mFliQ5ldSMfZ9Q47K80-cwxtT4798Gry/view?usp=drivesdk
https://drive.google.com/file/d/1VQuRnkpEQZWO7H0w01yLy213GX53qhGS/view?usp=drivesdk
https://drive.google.com/file/d/15-YVwLDRLE5yIjwvosYSmVtPfxDkO2C2/view?usp=drivesdk
https://drive.google.com/file/d/172trlFdM3blY2tXt9Gsjx11tU5J-lfCn/view?usp=drivesdk
https://drive.google.com/file/d/1KguSPOHeoLvL4TtcdPnpFpY8aY2adKmX/view?usp=drivesdk
https://drive.google.com/file/d/1BMFUXYSW1c2RCGHbd2537y0ynSLVq4mk/view?usp=drivesdk
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Clinical Area Disease Area Condition Gene Inheritance Mechanism Clinician ACT Sheet Family ACT Sheet 

Inborn errors of 

immunity 

Familial hemophagocytic lymphohistiocytosis 

syndromes with hypopigmentation 

 

RAB27A-related Griscelli syndrome 

 

RAB27A 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

T-B- severe combined immune deficiency 

 

RAC2-related immunodeficiency 

 

RAC2 

 

AD 

 

Increased function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Defects of motility 
RAC2-related neutrophil immunodeficiency 

syndrome 

 

RAC2 

 

AD 

 

Dominant negative 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Cardiac disorders 

 

Congenital heart disease 

 

RAF1-related RASopathy 

 

RAF1 

 

AD 

 

New function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

T-B- severe combined immune deficiency 

 

RAG1-related immune dysregulation 

 

RAG1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

T-B- severe combined immune deficiency 

 

RAG2-related immune dysregulation disorder 

 

RAG2 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Other inborn errors of immunity related to non-

hematopoietic tissues 

RANBP2-related acute necrotizing 

encephalopathy 

 

RANBP2 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Neurologic 

disorders 

 

Congenital myasthenic syndromes 

 

RAPSN-related myasthenia 

 

RAPSN 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Susceptibility to EBV and lymphoproliferative 

conditions 

 

RASGRP1-related immunodeficiency 

 

RASGRP1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Pituitary hormone disorders 

 

RAX-related microphthalmia 

 

RAX 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hereditary cancer 

predisposition 

syndromes 

Childhood solid tumor predisposition 

syndromes 

 

RB1-related retinoblastoma 

 

RB1 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Other defects 

 

RBCK1-related polyglucosan body myopathy 

 

RBCK1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Inborn errors of 

immunity 

 

Hematologic bone marrow failure syndromes 

 

RBM8A-related thrombocytopenia-absent 

radius syndrome 

 

RBM8A 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Other DNA repair defects 

 

RECQL4-related skeletal dysplasia 

 

RECQL4 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

NF-kB mediated/ Type 1 interferonopathies 

 

RELA-related immune dysregulation disorder 

 

RELA 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/1v604vqEY8aoiZcoN4aZ7zXcRewARoD4G/view?usp=drivesdk
https://drive.google.com/file/d/1qMMu5shL4tVKTSqbL3Gn3oLUGFa3wurn/view?usp=drivesdk
https://drive.google.com/file/d/1I2T4G0uRDtpVEGU5UtqdDjZJkHNRjaLj/view?usp=drivesdk
https://drive.google.com/file/d/134_6SBwzpbQuM66qrIr_dUhJ8qra7MML/view?usp=drivesdk
https://drive.google.com/file/d/1-L0KqHwqlgvS98dj9z48XukZsset1XQA/view?usp=drivesdk
https://drive.google.com/file/d/1Hgg9aprX93APnk771ZNdIvUr5VtN_k5Q/view?usp=drivesdk
https://drive.google.com/file/d/1hMWnPAl5Q8t9G7368QbeEuuXUxktPHir/view?usp=drivesdk
https://drive.google.com/file/d/1p6kZLlS_Gys-bogFr1rwGcJGBUSOe36J/view?usp=drivesdk
https://drive.google.com/file/d/1TnQId0rVxILPj1u1oQVwKqBvc9Ir6NTD/view?usp=drivesdk
https://drive.google.com/file/d/1dDso_Md-zFSTtdavY04hzubRNlN_Y3ci/view?usp=drivesdk
https://drive.google.com/file/d/1GAcZp1fcPbdpfmQKqBNpDabryFojR9bP/view?usp=drivesdk
https://drive.google.com/file/d/1L1hii2unrBcFVcRrLxwNUhzvmD1EJmhk/view?usp=drivesdk
https://drive.google.com/file/d/1iuBMP03uBNdpO2StFQTQBwbKxtAL_Jf2/view?usp=drivesdk
https://drive.google.com/file/d/1v-hZUNAAgcXWn4uwR7COjaJpi9SrstV3/view?usp=drivesdk
https://drive.google.com/file/d/1IOvW_tUG-Bwi4sPjGxtr7E-nSrmLlr4P/view?usp=drivesdk
https://drive.google.com/file/d/1oD6PzGjwm1JLgmLQQGKNjkVdWdIaRhIK/view?usp=drivesdk
https://drive.google.com/file/d/1ax_0G2XYa9Yxw1MvSdX9VImI7Rh2lC3R/view?usp=drivesdk
https://drive.google.com/file/d/1qUTfy9QONB1rmJ8huaRY-Y4u_pFAE74x/view?usp=drivesdk
https://drive.google.com/file/d/16T-Th511cTmOxj9R8BaoC3FsMIUelk2T/view?usp=drivesdk
https://drive.google.com/file/d/1IJH51DPuIr-yQDZyPyV-77Ztylrp66q4/view?usp=drivesdk
https://drive.google.com/file/d/10_zq4-LpuKUqzlBep2qWkaA9Oou_8uEc/view?usp=drivesdk
https://drive.google.com/file/d/1NiiZ4TyINniHCTJuAQ_bOjU6GEenMUsC/view?usp=drivesdk
https://drive.google.com/file/d/13Xm6jxESGbDmxC1glmSuKsItspIiBm32/view?usp=drivesdk
https://drive.google.com/file/d/11eh4Cb5RNfrBSKrriTTkW897ojjNfUZI/view?usp=drivesdk
https://drive.google.com/file/d/1s24ndaa-uZF7-dRGIlWVm5qSi4LUXrHb/view?usp=drivesdk
https://drive.google.com/file/d/1sJ69j7arK5IXyavn9MQPEq6HwXksZEdc/view?usp=drivesdk
https://drive.google.com/file/d/1XnDaPmuhtbHPR789BTwHi_T8o9qiMp6X/view?usp=drivesdk
https://drive.google.com/file/d/1QhmDYWfPY49bKT5Bp2vGDUPWYs0XEKbr/view?usp=drivesdk
https://drive.google.com/file/d/1RUBJe6bllqJI8IuPdlXKrghVCMaMoAwg/view?usp=drivesdk
https://drive.google.com/file/d/1HsJvxxihdFpi-HKNfES1Srlvb9DiKwhA/view?usp=drivesdk
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Clinical Area Disease Area Condition Gene Inheritance Mechanism Clinician ACT Sheet Family ACT Sheet 

Inborn errors of 

immunity 

 

Type 1 interferonopathies 

 

RELA-related immune dysregulation disorder 

 

RELA 

 

AD 

 

Dominant negative 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Combined immunodeficiency (CID), generally 

less profound than SCID 

 

RELB-related immunodeficiency 

 

RELB 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hereditary cancer 

predisposition 

syndromes 

Childhood solid tumor predisposition 

syndromes 

 

RET-related multiple endocrine neoplasia 2B 

 

RET 

 

AD 

 

New function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Combined immunodeficiency (CID), generally 

less profound than SCID 

 

RFX5-related immunodeficiency 

 

RFX5 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 
Congenital hyperinsulinism, neonatal diabetes 

mellitus, and pancreatic beta cell disorders 

 

RFX6-related neonatal diabetes 

 

RFX6 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Combined immunodeficiency (CID), generally 

less profound than SCID 

RFXANK-related major histocompatibility 

complex class II deficiency 

 

RFXANK 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Combined immunodeficiency (CID), generally 

less profound than SCID 

RFXAP-related major histocompatibility 

complex class II deficiency 

 

RFXAP 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Defects affecting the inflammasome 

 

RIPK1-related autoinflammatory disorder 

 

RIPK1 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Immune dysregulation with colitis 

 

RIPK1-related immunodeficiency 

 

RIPK1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Cardiac disorders 

 

Congenital heart disease 

 

RIT1-related RASopathy 

 

RIT1 

 

AD 

 

New function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Immuno-osseous dysplasias 
RMRP-related cartilage-hair hypoplasia - 

anauxetic dysplasia spectrum disorder 

 

RMRP 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Other DNA repair defects 
RNF168-related immunodeficiency and 

radiation sensitivity 

 

RNF168 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Other defects 
RNF31-related immunodeficiency with 

autoinflammation 

 

RNF31 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Pituitary hormone disorders 
RNPC3-related pituitary hypoplasia and growth 

deficiency 

 

RNPC3 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Pituitary hormone disorders 
ROBO1-related pituitary stalk interruption 

syndrome 

 

ROBO1 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/1Ad1o2a8WSw61Esmi-e7I1Lnkrt1lQiV0/view?usp=drivesdk
https://drive.google.com/file/d/1reI7T2V3L4PCeem3kSixkSL4HuVXliij/view?usp=drivesdk
https://drive.google.com/file/d/1_UG3siBr6H5NTfjB7mbaGe4Y98bNrvSg/view?usp=drivesdk
https://drive.google.com/file/d/1morjuGMYdSgAK86NY8qgoMazrqFXQIlJ/view?usp=drivesdk
https://drive.google.com/file/d/1ZtvjzpB-B1tz-JeHAxzGfLLLcvg7JdmK/view?usp=drivesdk
https://drive.google.com/file/d/1SOJZozh1keys5bQDM_yfSS8MlXNlWwtG/view?usp=drivesdk
https://drive.google.com/file/d/1j0erUf_zYELtizH81hiJm4hQh64EoJK1/view?usp=drivesdk
https://drive.google.com/file/d/14zjebIbEXCv6EIIpPo-PTlKgg6LDw989/view?usp=drivesdk
https://drive.google.com/file/d/1jA4Db1ePMonLGp4Vv0gHPcbtRFrXuDwl/view?usp=drivesdk
https://drive.google.com/file/d/1yp2wT2QMGazI9121Zu9CJRWW8RCS109N/view?usp=drivesdk
https://drive.google.com/file/d/1HsyqEV_t4u3ynZUuYjbFNWHKW-ByrlkA/view?usp=drivesdk
https://drive.google.com/file/d/1Q2fPbyu2ljZCX60sipRiBRFSRlwdWVRU/view?usp=drivesdk
https://drive.google.com/file/d/1fm5vEzXcr-nvuvE9FRWnMcJi43l3jVCw/view?usp=drivesdk
https://drive.google.com/file/d/18EyJb1zmfRDjsE_kQLPPnioMOR_7F1bH/view?usp=drivesdk
https://drive.google.com/file/d/1cPrTu-HJ8VFbCNMdpulXfXQQepUr07RN/view?usp=drivesdk
https://drive.google.com/file/d/1qVyRlsq0oSu2Tuo0BK92t8cOn9rak__c/view?usp=drivesdk
https://drive.google.com/file/d/1FKB6LVPiG_2gyMCBS2tTj1MdXkCZclDy/view?usp=drivesdk
https://drive.google.com/file/d/1JTu9MVYzb0nObJnjmXB4Ujql7idHvcXW/view?usp=drivesdk
https://drive.google.com/file/d/1EDqOQznKS-t1Ezvscs-4cDzgKcASgMO1/view?usp=drivesdk
https://drive.google.com/file/d/1i31LLbAoawNh99l6bhn4FWBJ5alsvIPQ/view?usp=drivesdk
https://drive.google.com/file/d/1oCmB9abCCIraWJS2faRyaqVA2i-uPEUQ/view?usp=drivesdk
https://drive.google.com/file/d/1NohvuunHcI_lRNSlHk1vT4plB_TJslVU/view?usp=drivesdk
https://drive.google.com/file/d/1JTulqJvTukdpwtmQiKGUnQPwieE5zKGH/view?usp=drivesdk
https://drive.google.com/file/d/1LZ_qr0nca4s7ns6GiX--6HhTmO3lakXm/view?usp=drivesdk
https://drive.google.com/file/d/17l3hqlfVqEboPNRRfRQ397V5bcAzFdWJ/view?usp=drivesdk
https://drive.google.com/file/d/1QbZ--nD-G-MoIYQ0PZXODijgvF3bFtke/view?usp=drivesdk
https://drive.google.com/file/d/1uvrG5v06CGdUcBt3x6Nc4EzzBCDsPYND/view?usp=drivesdk
https://drive.google.com/file/d/1bMLWqBQF0fQpdtLoFeiiZdckF0fRB2yR/view?usp=drivesdk
https://drive.google.com/file/d/17LLAOfYDcVDJFMBZh_NNV9g7d5qzPNun/view?usp=drivesdk
https://drive.google.com/file/d/1hpX-R_cOoeF4oFnf9GZGOPqkfOwmhXyN/view?usp=drivesdk
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Clinical Area Disease Area Condition Gene Inheritance Mechanism Clinician ACT Sheet Family ACT Sheet 

Ophthalmologic 

disorders 

 

Retinitis pigmentosa 

 

RPE65-related retinal dystrophy 

 

RPE65 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hematologic 

disorders 

 

Diamond-Blackfan anemia 

 

RPL11-related Diamond-Blackfan anemia 

 

RPL11 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hematologic 

disorders 

 

Diamond-Blackfan anemia 

 

RPL15-related Diamond-Blackfan anemia 

 

RPL15 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hematologic 

disorders 

 

Diamond-Blackfan anemia 

 

RPL26-related Diamond-Blackfan anemia 

 

RPL26 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hematologic 

disorders 

 

Diamond-Blackfan anemia 

 

RPL35A-related Diamond-Blackfan anemia 

 

RPL35A 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hematologic 

disorders 

 

Diamond-Blackfan anemia 

 

RPL5-related Diamond-Blackfan anemia 

 

RPL5 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hematologic 

disorders 

 

Diamond-Blackfan anemia 

 

RPS10-related Diamond-Blackfan anemia 

 

RPS10 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hematologic 

disorders 

 

Diamond-Blackfan anemia 

 

RPS19-related Diamond-Blackfan anemia 

 

RPS19 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hematologic 

disorders 

 

Diamond-Blackfan anemia 

 

RPS24-related Diamond-Blackfan anemia 

 

RPS24 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hematologic 

disorders 

 

Diamond-Blackfan anemia 

 

RPS26-related Diamond-Blackfan anemia 

 

RPS26 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hematologic 

disorders 

 

Diamond-Blackfan anemia 

 

RPS29-related Diamond-Blackfan anemia 

 

RPS29 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hematologic 

disorders 

 

Diamond-Blackfan anemia 

 

RPS7-related Diamond-Blackfan anemia 

 

RPS7 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Other inborn errors of immunity related to non-

hematopoietic tissues 

 

RPSA-related congenital asplenia 

 

RPSA 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Cardiac disorders 

 

Congenital heart disease 

 

RRAS2-related RASopathy 

 

RRAS2 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Bone marrow failure syndromes 

 

RTEL1-related telomere biology disorder 

 

RTEL1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/1qFDIScISwWFkOn3OP0bkgAsp-VuQoJcH/view?usp=drivesdk
https://drive.google.com/file/d/11Xa6D7LK0xAr8acoocslHLOi2jjbe9-l/view?usp=drivesdk
https://drive.google.com/file/d/1b7bGNmfGVkYE_d0wh4-D_czQ_ecKnjW0/view?usp=drivesdk
https://drive.google.com/file/d/19lc8D8kv_M1kz4oqU7683Pg9h3vZOGVT/view?usp=drivesdk
https://drive.google.com/file/d/1SdNyhGyG8Y1Kn76rODwQj8jIZ744oDoV/view?usp=drivesdk
https://drive.google.com/file/d/1ZplFCssGEZjUO5JlVBwKo4Gm8AwSF5XG/view?usp=drivesdk
https://drive.google.com/file/d/1skHe2BmpUl71KRTcb6hAmDOBEDYYgden/view?usp=drivesdk
https://drive.google.com/file/d/1Zflq3dmLsyJ6M2fp7HS4Jvt8MUYhTmoL/view?usp=drivesdk
https://drive.google.com/file/d/1QCbc_d22BTTyrS6D1bJ4Fpjvz1zS-145/view?usp=drivesdk
https://drive.google.com/file/d/1x9ZOR84DcJgr1pfFAsltRY0lzyk3M52W/view?usp=drivesdk
https://drive.google.com/file/d/1kAngJ0hSa4dYU2GsIBL4aHOa-oGmB8Fc/view?usp=drivesdk
https://drive.google.com/file/d/1qz4kSa2Q9o03MX3XjPbYqbsozKuoq0MN/view?usp=drivesdk
https://drive.google.com/file/d/1qCjCv3fj5XSA2BbaeL0L5fd6IH0JYftb/view?usp=drivesdk
https://drive.google.com/file/d/1pdr1LjIsrCOrIVqk1RWFtbLK-xmrmcMf/view?usp=drivesdk
https://drive.google.com/file/d/1A4CCBjOVnaJ11aZnt61EGXZPiBNdr-Hp/view?usp=drivesdk
https://drive.google.com/file/d/1TC8rDpuzMi2ue70fRTrhJG7uvxHSU2Gs/view?usp=drivesdk
https://drive.google.com/file/d/1AZcg0aTjAiMfds9eSjQn7yjUJ_sZUNed/view?usp=drivesdk
https://drive.google.com/file/d/1cwq10BDcKBBkqz2ED_JfzAxwtmaIbaf5/view?usp=drivesdk
https://drive.google.com/file/d/1-ZYBFZpo90gu7-__QnyFGFjgmIGo32q2/view?usp=drivesdk
https://drive.google.com/file/d/1WokA5N_ssQfpETVFhNSlfq6c6qvhEHZf/view?usp=drivesdk
https://drive.google.com/file/d/1yx08CBQnLzGEA8nv8qVUIYr-yySkdHr7/view?usp=drivesdk
https://drive.google.com/file/d/1O4TdzIHwJ2feyZQGzGya2WPIfIbidSQ4/view?usp=drivesdk
https://drive.google.com/file/d/1eXAyfkSrMukVhM0SD_07Ong2DSEWkGUk/view?usp=drivesdk
https://drive.google.com/file/d/1zT_2YqTP7dvTSVOA618YoEHRwuFfCP14/view?usp=drivesdk
https://drive.google.com/file/d/1viY2rOelnH5Eks4b4ycbnvmGY8yA0RMD/view?usp=drivesdk
https://drive.google.com/file/d/1RIeD5DspnpbDxlFRDD-7-lyLGUL9svF5/view?usp=drivesdk
https://drive.google.com/file/d/1RTddlq30eolWFx_WhSiWw-OKG5f0F_5F/view?usp=drivesdk
https://drive.google.com/file/d/1TyxacKVyMzwYJ0IYV3wPvJ6qXzu73F3k/view?usp=drivesdk
https://drive.google.com/file/d/138x4vthXhOuw_xfW0rPFO6l_JkNKBFnZ/view?usp=drivesdk
https://drive.google.com/file/d/1p6LB1cKowapm7KjqGrSxKwqCX9hxVUrq/view?usp=drivesdk
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Clinical Area Disease Area Condition Gene Inheritance Mechanism Clinician ACT Sheet Family ACT Sheet 

Inherited metabolic 

disorders 

 

Pharmacologic disorders 

 

RYR1-related malignant hyperthermia 

 

RYR1 

 

AD 

 

New function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Cardiac disorders 

 

Hereditary arrhythmia 

 

RYR2-related arrhythmogenic disorder 

 

RYR2 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Bone marrow failure syndromes 

 

SAMD9-related MIRAGE syndrome 

 

SAMD9 

 

AD 

 

New function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Bone marrow failure syndromes 

 

SAMD9L-related ataxia-pancytopenia syndrome 

 

SAMD9L 

 

AD 

 

New function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Gastrointestinal 

disorders 

 

Disorders of lipoprotein metabolism 

 

SAR1B-related chylomicron retention disease 

 

SAR1B 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Neurologic 

disorders 

 

Epilepsies 
SCN1A-related developmental, epileptic 

encephalopathy and movement disorder 

 

SCN1A 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Cardiac disorders 

 

Hereditary arrhythmia 

 

SCN5A-related arrhythmogenic disorder 

 

SCN5A 

 

AD 

 

New function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Cardiac disorders 

 

Hereditary arrhythmia 

 

SCN5A-related arrhythmogenic disorder 

 

SCN5A 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Neurologic 

disorders 

 

Epilepsies 

 

SCN8A-related epilepsy 

 

SCN8A 

 

AD 

 

New function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Mineralocorticoid disorders 

 

SCNN1A-related pseudohypoaldosteronism 

 

SCNN1A 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Mineralocorticoid disorders 

 

SCNN1B-related pseudohypoaldosteronism 

 

SCNN1B 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Mineralocorticoid disorders 

 

SCNN1G-related pseudohypoaldosteronism 

 

SCNN1G 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Bone disorders 

 

SERPINF1-related osteogenesis imperfecta 

 

SERPINF1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Bone disorders 

 

SERPINH1-related osteogenesis imperfecta 

 

SERPINH1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Pulmonary 

disorders 

 

Surfactant deficiency 
SFTPC-related surfactant metabolism 

dysfunction 

 

SFTPC 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/1HdauV-1PuqLwiB4rXKzkBAWEPPNnfUEx/view?usp=drivesdk
https://drive.google.com/file/d/1cwPo0iXo5hh5pPr0aoSZic1ULsznM8Qm/view?usp=drivesdk
https://drive.google.com/file/d/1KkysGS0MKKPpE4f50Z6ZoooiweRwJaaS/view?usp=drivesdk
https://drive.google.com/file/d/1fESDLiI9BuTCIzBq6Z8QKkQnGnd2-hSa/view?usp=drivesdk
https://drive.google.com/file/d/128sS4-eYN2IJ7LBL6mo8vO6BgTJidR7s/view?usp=drivesdk
https://drive.google.com/file/d/116-aYX-GE0_sZnEZmJT4JgVvRphN0X2q/view?usp=drivesdk
https://drive.google.com/file/d/15gztSfjiKKF1PQjugIMrf0yOHzZDrVjr/view?usp=drivesdk
https://drive.google.com/file/d/1X-WeCRIcqCvfCw_8HB2PT_rFbJZEjwUP/view?usp=drivesdk
https://drive.google.com/file/d/1F3GnRluTbtZKJ20GptR9FcJ82Zbjq0sA/view?usp=drivesdk
https://drive.google.com/file/d/1bVORQPGCCp7-yDPMQCld8kdy7BgEqPkE/view?usp=drivesdk
https://drive.google.com/file/d/1Vdow2v6daCWlQzZbHo2kpr3tYc68k4Ss/view?usp=drivesdk
https://drive.google.com/file/d/1QSMS5737tcp240AVVV0QIgZOR_mOkh6h/view?usp=drivesdk
https://drive.google.com/file/d/1vGBvM0ZsTDli2EDG-jLi_LufNpUJsRSP/view?usp=drivesdk
https://drive.google.com/file/d/1r3jjWjcpGiKTI4YfBcdyY3TtFgKCy80k/view?usp=drivesdk
https://drive.google.com/file/d/1YsKj0Luyp8sPEvKgyVaJvadT-eywRyLj/view?usp=drivesdk
https://drive.google.com/file/d/1ODcOV6moajMq2A4rYTQmmZcBJPTHxHaA/view?usp=drivesdk
https://drive.google.com/file/d/1KXMwaYqobs7w8tc10HbmnhKRC2eoGxjQ/view?usp=drivesdk
https://drive.google.com/file/d/1R8E5TaUSFMMQZfW-NfNWbWAf5Kc53_Ha/view?usp=drivesdk
https://drive.google.com/file/d/1G9ugvsJmoKNEVcpKUmh59dV9YhuoLd4U/view?usp=drivesdk
https://drive.google.com/file/d/1c_LXt4zHRBKW1dZY1VGxbMUKCHwI-yOI/view?usp=drivesdk
https://drive.google.com/file/d/1mHFAJ1up-dVSr2lHIXhHMVjdfTIv3WP2/view?usp=drivesdk
https://drive.google.com/file/d/1SFMfLIBDSjeXeP2kfbhFqLRfXWxVlVGN/view?usp=drivesdk
https://drive.google.com/file/d/1DlvSTIZ-868jiHJn_2xEuNAaFSMur2FT/view?usp=drivesdk
https://drive.google.com/file/d/1bpHcODdOzcL_UBOSSVOv1GqZyOHPGdRW/view?usp=drivesdk
https://drive.google.com/file/d/10BDAl_7pVV2uAOcxlSoO_wyLaeWAjeu9/view?usp=drivesdk
https://drive.google.com/file/d/1wpbgiL2XTV1Jj9e75duI2F2d5mFJAwdd/view?usp=drivesdk
https://drive.google.com/file/d/1Xil-vKTP769Ll2ECvcczsKt1xdj66Ywu/view?usp=drivesdk
https://drive.google.com/file/d/1kBGcOi-jf3ZAZvlpW3mcjdkm6UgtcVHd/view?usp=drivesdk
https://drive.google.com/file/d/1MN6qqThoGiOGVaSmfJDd5GxCvYD1sx9m/view?usp=drivesdk
https://drive.google.com/file/d/1eEWR71naKDIaQR6_-KKQdtuLNKeqXX65/view?usp=drivesdk
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Clinical Area Disease Area Condition Gene Inheritance Mechanism Clinician ACT Sheet Family ACT Sheet 

Inborn errors of 

immunity 

 

Other defects 
SGPL1-related sphingosine phosphate lyase 

insufficiency syndrome 

 

SGPL1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Autoimmunity with or without 

lymphoproliferation 

SH2B3-related myeloproliferative and 

autoimmune spectrum disorder 

 

SH2B3 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Susceptibility to EBV and lymphoproliferative 

conditions 

 

SH2D1A-related lymphoproliferative disorder 

 

SH2D1A 

 

XL 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Pituitary hormone disorders 
SHH-related holoprosencephaly spectrum 

disorder 

 

SHH 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Gastrointestinal 

disorders 

 

Congenital diarrheal disorders 

 

SI-related sucrase-isomaltase deficiency 

 

SI 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Other defects 

 

SKIV2L-related trichohepatoenteric syndrome 

 

SKIC2 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Other defects 

 

SKIC3-related trichohepatoenteric syndrome 

 

SKIC3 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Renal disorders 

 

Salt-wasting tubulopathies 

 

SLC12A1-related Bartter syndrome 

 

SLC12A1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Renal disorders 

 

Salt-wasting tubulopathies 

 

SLC12A3-related Gitelman syndrome 

 

SLC12A3 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Neurologic 

disorders 

 

Epilepsies 
SLC13A5-related developmental and epileptic 

encephalopathy 

 

SLC13A5 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Neurologic 

disorders 

 

Congenital myasthenic syndromes 

 

SLC18A3-related myasthenia 

 

SLC18A3 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 
Congenital hyperinsulinism, neonatal diabetes 

mellitus, and pancreatic beta cell disorders 

SLC19A2-related thiamine-responsive 

megaloblastic anemia 

 

SLC19A2 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of thiamine metabolism 
SLC19A3-related thiamine metabolism 

dysfunction 

 

SLC19A3 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of carnitine metabolism 
SLC22A5-related primary systemic carnitine 

deficiency 

 

SLC22A5 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Neurologic 

disorders 

 

Congenital myasthenic syndromes 
SLC25A1-related D-2- and L-2-hydroxyglutaric 

aciduria 

 

SLC25A1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/1RHAe-8iMCbK3hAwMVEqjf4RpqvNY8X04/view?usp=drivesdk
https://drive.google.com/file/d/1if3ChyGjij6m6dpGiZtpjknUJdgVDlel/view?usp=drivesdk
https://drive.google.com/file/d/1o9Psb9KaNvNTFGRlS5jsbPP4o4sFOf-6/view?usp=drivesdk
https://drive.google.com/file/d/1hvTOf_KnixZpSuEzyCeLuX5u9pZ4fr63/view?usp=drivesdk
https://drive.google.com/file/d/1zSnPuMV1HnPl9jMa2V9WVardrZHlWwaT/view?usp=drivesdk
https://drive.google.com/file/d/1fYM7TbDcAx2wnatoKUPSsegyny0umpXT/view?usp=drivesdk
https://drive.google.com/file/d/1-kNT6UcPjIHpsjVH_Hxaw8yufn2SYtck/view?usp=drivesdk
https://drive.google.com/file/d/1hCuG2bP3_Bn7FD3yc8tCUlAXZwQzAF01/view?usp=drivesdk
https://drive.google.com/file/d/1Lo6JYiA9McQWWTB6voay657waX87goYA/view?usp=drivesdk
https://drive.google.com/file/d/1jpY0hudd6GOZ24wjqlEdNrBrBDZ1cWK2/view?usp=drivesdk
https://drive.google.com/file/d/1Zd_2AOU1xlVvkBJzmHMoaabgjocoABA5/view?usp=drivesdk
https://drive.google.com/file/d/14Bjl_20DIQmx0k3CLYqfIfrPlXN00R14/view?usp=drivesdk
https://drive.google.com/file/d/1fchJeGSpeA0wKmobzhhvdmnjBvZoUkgr/view?usp=drivesdk
https://drive.google.com/file/d/1yHO4nS9zzfA0LjGxP4oYr2sdU1UMyraz/view?usp=drivesdk
https://drive.google.com/file/d/106PYIjuVlYGk1OVKIJ3Aw0g7VK8iZ64C/view?usp=drivesdk
https://drive.google.com/file/d/1ou6L3NVm3PKmqaN1IxpiIJveSIHrpKXz/view?usp=drivesdk
https://drive.google.com/file/d/1qVk_fnnvyANWYlLUQsg4jZkamsqEx3Up/view?usp=drivesdk
https://drive.google.com/file/d/1dBfocEKjFRqm0REyZMFywOvfWRDEvoyK/view?usp=drivesdk
https://drive.google.com/file/d/1ADKVC_a1jY8kVYuHAo54L52LEGwMYqg7/view?usp=drivesdk
https://drive.google.com/file/d/1zfPDJTRdZ7jwmpdOVjuHXQQ-2KkEcWQa/view?usp=drivesdk
https://drive.google.com/file/d/1yOQ_fUcZr1m75wxZtEvphma6OwCkpila/view?usp=drivesdk
https://drive.google.com/file/d/1iJ91zzbssVs3mjpxMv--2tXr5tOEzMBj/view?usp=drivesdk
https://drive.google.com/file/d/1qX8Yyd1EhMJpP22k2OcfcMUKtGj2N0pK/view?usp=drivesdk
https://drive.google.com/file/d/19GgdMeXQC2EjNBtVRgD24TwRxqHGXt_H/view?usp=drivesdk
https://drive.google.com/file/d/1XXuFLPN7NgdeRscsmOiJxHYIC1jfZmel/view?usp=drivesdk
https://drive.google.com/file/d/1qZLBxGKVBd8KZ7GOkYuCg2CP2fJ31aKt/view?usp=drivesdk
https://drive.google.com/file/d/1s8FMXkUCqsLJhLtkb7LZt3hRt6f6ALxS/view?usp=drivesdk
https://drive.google.com/file/d/1CG_8Iild4LJpP6LUVWJalg3rsEkzPHtb/view?usp=drivesdk
https://drive.google.com/file/d/1OrljKTj9imzC1wscFhEhRf8ITf9qNVzC/view?usp=drivesdk
https://drive.google.com/file/d/1kynPz4fyDmpkcw2pggBHGFKz50t8FY40/view?usp=drivesdk
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Clinical Area Disease Area Condition Gene Inheritance Mechanism Clinician ACT Sheet Family ACT Sheet 

Inherited metabolic 

disorders 

Urea cycle disorders and inherited 

hyperammonemias 

 

SLC25A13-related citrullinemia 

 

SLC25A13 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

Urea cycle disorders and inherited 

hyperammonemias 

SLC25A15-related hyperornithinemia-

hyperammonemia-homocitrullinemia syndrome 

 

SLC25A15 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of carnitine metabolism 
SLC25A20-related carnitine-acylcarnitine 

translocase deficiency 

 

SLC25A20 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hematologic 

disorders 

 

Hereditary anemias 

 

SLC25A38-related sideroblastic anemia 

 

SLC25A38 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Gastrointestinal 

disorders 

 

Congenital diarrheal disorders 

 

SLC26A3-related secretory diarrhea 

 

SLC26A3 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hearing loss 

disorders 

 

Congenital hearing loss 

 

SLC26A4-related hearing loss 

 

SLC26A4 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Non-inflammasome related conditions 
SLC29A3-related histiocytosis-

lymphadenopathy plus syndrome 

 

SLC29A3 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Neurologic 

disorders 

 

Epilepsies 

 

SLC2A1-related GLUT1 deficiency 

 

SLC2A1 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 
Congenital hyperinsulinism, neonatal diabetes 

mellitus, and pancreatic beta cell disorders 

 

SLC2A2-related Fanconi-Bickel syndrome 

 

SLC2A2 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Bone disorders 

 

SLC34A1-related infantile hypercalcemia 

 

SLC34A1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Bone disorders 

 

SLC34A3-related hypophosphatemic rickets 

 

SLC34A3 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of multiple glycosylation pathways 
SLC35A2-related congenital disorder of 

glycosylation (CDG IIm) 

 

SLC35A2 

 

XL 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Defects of motility 
SLC35C1-related congenital disorder of 

glycosylation (CDG IIc) 

 

SLC35C1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Congenital neutropenias 

 

SLC37A4-related glycogen storage disease 1 

 

SLC37A4 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of manganese metabolism 

 

SLC39A14-related hypermanganesemia 

 

SLC39A14 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/156RMORICYyYNLe1bkymgrOJMHZrCLU2L/view?usp=drivesdk
https://drive.google.com/file/d/1i78Baolrl1XPu3c14R02PlyWvM44h7WV/view?usp=drivesdk
https://drive.google.com/file/d/16AbTNy04eE0G4NkUb4q6XnwnNJ4vy7JA/view?usp=drivesdk
https://drive.google.com/file/d/11gNMOO4UcS6lqYZY9NIlArPw2cYFnoBC/view?usp=drivesdk
https://drive.google.com/file/d/1uN8hDwxN5h7zTM-4maPdg8PCTA7LPm2d/view?usp=drivesdk
https://drive.google.com/file/d/1_BkSDLgoHoDskVxy5XuAchQMwssvNoOa/view?usp=drivesdk
https://drive.google.com/file/d/1_Dpixk-C5uDI6oxBJvHf1JoNfVS2OQUV/view?usp=drivesdk
https://drive.google.com/file/d/1iWiQy3nZ_vxB3zLG-wBo86ND3eTdcb3a/view?usp=drivesdk
https://drive.google.com/file/d/19ORLf8ZCPM_xswgwXRvmlVqRcMFKopcY/view?usp=drivesdk
https://drive.google.com/file/d/1CcQbcvgo7nLvxTi2nlD0beCBEOpiklkH/view?usp=drivesdk
https://drive.google.com/file/d/1GZim-jLirL1-KIf_CSsFr1IijujFvlX2/view?usp=drivesdk
https://drive.google.com/file/d/1v2cTfOac4XMFtyPfxjA-BYLNVn5E8BDw/view?usp=drivesdk
https://drive.google.com/file/d/1-x9x9Ggb7XG86fA2r1S3H7DdhhckV9vW/view?usp=drivesdk
https://drive.google.com/file/d/1QLf0XDLvpTezuJnXOw9x7RQX4TFfTmRv/view?usp=drivesdk
https://drive.google.com/file/d/18xRE10dPMzN2lGLbqaZCzqQch2731akD/view?usp=drivesdk
https://drive.google.com/file/d/1ctiHK3B56zepqCpyuuaTH8VPz79cFTQL/view?usp=drivesdk
https://drive.google.com/file/d/1wBTNs9khHtENA8sSyWrzoxiJIxdBvmdw/view?usp=drivesdk
https://drive.google.com/file/d/1E3GOAOY2nLF1VEZEtLhZGojelbz0VAbr/view?usp=drivesdk
https://drive.google.com/file/d/1Vk59bTcvjO52_3MTHnoCrIq9gDUzu1-E/view?usp=drivesdk
https://drive.google.com/file/d/14GNctSeU1VZ51WRo2g96oW1br5_XAk4A/view?usp=drivesdk
https://drive.google.com/file/d/1Cgo0bikoWM3dP0P03DkqImRocxxLaSMA/view?usp=drivesdk
https://drive.google.com/file/d/1IcKQ1FeZOSEyY3ErX7JRB0J55bxknumr/view?usp=drivesdk
https://drive.google.com/file/d/1_qytXSSUntYEc5DPqL68ejU0wlRLsTGe/view?usp=drivesdk
https://drive.google.com/file/d/1uqyjvp23ns3jiSUMBgzZh6V_oeOAHTUN/view?usp=drivesdk
https://drive.google.com/file/d/1KEHQLJ81U_2eip4VViCfraMPl56o3OLX/view?usp=drivesdk
https://drive.google.com/file/d/164pcqtu_iQouEi5R90WK4wsQAPvMYk6k/view?usp=drivesdk
https://drive.google.com/file/d/1dynOsSkiA9w8zPiaUsfA_YJ1J4RI5cjF/view?usp=drivesdk
https://drive.google.com/file/d/1maS0mVU2264XvMcoo97WAbJxODm5FOv1/view?usp=drivesdk
https://drive.google.com/file/d/1qmH34wrtSBWZFzIAiok45k66bvMaGcVs/view?usp=drivesdk
https://drive.google.com/file/d/1HMQFL--Oe0BY1MEOvIRi0ZX4DOYu4yGd/view?usp=drivesdk
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Clinical Area Disease Area Condition Gene Inheritance Mechanism Clinician ACT Sheet Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of zinc metabolism 
SLC39A4-related acrodermatitis enteropathica 

zinc-deficient 

 

SLC39A4 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Severe reduction in all serum Ig isotypes with 

profoundly decreased or absent B cells, 

agammaglobulinemia 

 

SLC39A7-related immunodeficiency 

 

SLC39A7 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of manganese metabolism 
SLC39A8-related congenital disorder of 

glycosylation (CDG IIn) 

 

SLC39A8 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Defects of vitamin B12 and folate metabolism 
SLC46A1-related hereditary folate 

malabsorption 

 

SLC46A1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Renal disorders 

 

Renal tubular acidosis 

 

SLC4A1-related renal tubular acidosis 

 

SLC4A1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Neurologic 

disorders 

 

Riboflavin transport disorders 
SLC52A2-related riboflavin transporter 

deficiency 

 

SLC52A2 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Neurologic 

disorders 

 

Riboflavin transport disorders 
SLC52A3-related riboflavin transporter 

deficiency 

 

SLC52A3 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Gastrointestinal 

disorders 

 

Congenital diarrheal disorders 
SLC5A1-related glucose and galactose 

malabsorption 

 

SLC5A1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Thyroid disorders 

 

SLC5A5-related hypothyroidism 

 

SLC5A5 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Neurologic 

disorders 

 

Epilepsies 

 

SLC5A6-related neurodegenerative disorder 

 

SLC5A6 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Neurologic 

disorders 

 

Congenital myasthenic syndromes 

 

SLC5A7-related myasthenia 

 

SLC5A7 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Neurologic 

disorders 

 

Hyperekplexia 

 

SLC6A5-related hyperekplexia 

 

SLC6A5 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of creatine metabolism 

 

SLC6A8-related cerebral creatine deficiency 

 

SLC6A8 

 

XL 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Familial hemophagocytic lymphohistiocytosis 

 

SLC7A7-related lysinuric protein intolerance 

 

SLC7A7 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Gastrointestinal 

disorders 

 

Congenital diarrheal disorders 

 

SLC9A3-related secretory diarrhea 

 

SLC9A3 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/1Hv6NR_6pvnTU61W71RaUTangs0EoXzOl/view?usp=drivesdk
https://drive.google.com/file/d/1DguiGP8NhQ3e8fVoP-f9BMVxaiKbcU_L/view?usp=drivesdk
https://drive.google.com/file/d/1eT5nqAOq-vT6OHfKMLkw4ZRlsO0BIjn5/view?usp=drivesdk
https://drive.google.com/file/d/1q4QsdEdeDPkV1cT1F1hEZbepjcPK2BKK/view?usp=drivesdk
https://drive.google.com/file/d/100kXCbM5g42F_37tgM7FzNvIKC6_sV9r/view?usp=drivesdk
https://drive.google.com/file/d/1YZwPHNwUyaXIAkJC-MxKIf4MCsymZYJ6/view?usp=drivesdk
https://drive.google.com/file/d/1xgcwwKNKOV1_Jud0c1MeIuJHadYhTQMR/view?usp=drivesdk
https://drive.google.com/file/d/1tprjdmXs4df_-054G3dSvLSX2mXEX1nY/view?usp=drivesdk
https://drive.google.com/file/d/1Ah2w1FgJ2xsnUmxQ8LjSaLIWoPIxhyxo/view?usp=drivesdk
https://drive.google.com/file/d/1OipOEG5sS4Ez3YtF8dJyy0voMBAX9TjC/view?usp=drivesdk
https://drive.google.com/file/d/15fZuUSSF5FY7C_FIHiIzhESBSy6-bMDj/view?usp=drivesdk
https://drive.google.com/file/d/1kqddRdLJ4ZZDCdQ-ET16vaLf2TeZWbnj/view?usp=drivesdk
https://drive.google.com/file/d/13T0vCWDvAFMuZwk2e9CX9vdvq81nW1Zi/view?usp=drivesdk
https://drive.google.com/file/d/1KU_weCj6MFxJQZ6y9vJ2q9gWkCtDXvqv/view?usp=drivesdk
https://drive.google.com/file/d/1WOgVK_GG288Hsok78jAD-TixG2aTxTM2/view?usp=drivesdk
https://drive.google.com/file/d/1JaAVIg2dfLx-CIopgrnMmtdmtDPk2Hxi/view?usp=drivesdk
https://drive.google.com/file/d/1fsDcKh45c9tVhJTODHfJriU7kwjVrWGT/view?usp=drivesdk
https://drive.google.com/file/d/1HEU0NTlT1Rrx8G_30YnC83ZnzvI3-bzk/view?usp=drivesdk
https://drive.google.com/file/d/1HaS_qJNZK8CyowIFVLaWc0G5DS5-dnAN/view?usp=drivesdk
https://drive.google.com/file/d/1Cykv0B9wxWg6hcgY5uhjbT7XgfshjT6n/view?usp=drivesdk
https://drive.google.com/file/d/1CmYnL6Br5YRyB1GMcw4nGhT96WXNLqpM/view?usp=drivesdk
https://drive.google.com/file/d/1s5_SjHnOn4OCzcAeQb5zPjmgtS448u60/view?usp=drivesdk
https://drive.google.com/file/d/1JNEJDeCE0rvcfeDtUn6pQEjOkvr72rZa/view?usp=drivesdk
https://drive.google.com/file/d/1ot2SLjz_xDhEpKSH5PodHVW266LF4Gb_/view?usp=drivesdk
https://drive.google.com/file/d/1sZGzdzTtBnYQ7SpKJ-o_lb0JVFYQqJS2/view?usp=drivesdk
https://drive.google.com/file/d/1QKLmmig1E4SL8Sg_6X-rHHbFgAxKSaKY/view?usp=drivesdk
https://drive.google.com/file/d/1ajMoi-Prbkpqb7vYtpoASre_qyUdGtA1/view?usp=drivesdk
https://drive.google.com/file/d/128pZG4lVbGk4IoWeC8k1HOU8SCIasbYP/view?usp=drivesdk
https://drive.google.com/file/d/1FSDvsk-WszQ-3jGmqGVX-Sqq2D01O75-/view?usp=drivesdk
https://drive.google.com/file/d/1qL1X2uNseQcsfQCavpnRyKSknNF_JSi9/view?usp=drivesdk
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Clinical Area Disease Area Condition Gene Inheritance Mechanism Clinician ACT Sheet Family ACT Sheet 

Hereditary cancer 

predisposition 

syndromes 

Childhood solid tumor predisposition 

syndromes 

SMARCB1-related rhabdoid tumor 

predisposition syndrome and schwannomatosis 

spectrum 

 

SMARCB1 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Inborn errors of 

immunity 

 

Congenital neutropenias 

 

SMARCD2-related specific granule deficiency 

 

SMARCD2 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Neurologic 

disorders 

 

Progressive muscle weakness 

 

SMN1-related spinal muscular atrophy 

 

SMN1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Other inborn errors of immunity related to non-

hematopoietic tissues 

 

SNX10-related osteopetrosis 

 

SNX10 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Cardiac disorders 

 

Congenital heart disease 

 

SOS1-related RASopathy 

 

SOS1 

 

AD 

 

New function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Cardiac disorders 

 

Congenital heart disease 

 

SOS2-related RASopathy 

 

SOS2 

 

AD 

 

Increased function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Pituitary hormone disorders 
SOX2-related multiple anomalies and 

neurodevelopmental spectrum disorder 

 

SOX2 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Gonadal dysgenesis disorders 

 

SOX9-related campomelic dysplasia 

 

SOX9 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Other defects 
SP110-related hepatic venoocclusive disease 

with immunodeficiency 

 

SP110 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Bone disorders 

 

SPARC-related osteogenesis imperfecta 

 

SPARC 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Severe reduction in all serum Ig isotypes with 

profoundly decreased or absent B cells, 

agammaglobulinemia 

 

SPI1-related agammaglobulinemia 

 

SPI1 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Syndromes with elevated IgE (HIES) 

 

SPINK5-related Netherton syndrome 

 

SPINK5 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Neurologic 

disorders 

 

Movement disorders 

 

SPR-related sepiapterin reductase deficiency 

 

SPR 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Congenital neutropenias 

 

SRP54-related neutropenia 

 

SRP54 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Gonadal dysgenesis disorders 

 

SRY-related variations of sex characteristics 

 

SRY 

 

XL 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/1sGYW_yweLSomOCl5Z6h_ajHLUP_cu5J1/view?usp=drivesdk
https://drive.google.com/file/d/1ZOt1upeYCemolR03HjyQFU5NNpvtW5hX/view?usp=drivesdk
https://drive.google.com/file/d/1AQcmhoNu8LRuu8bP35m03n0gIEe2q2gG/view?usp=drivesdk
https://drive.google.com/file/d/1lk1KdKLbc4q-ljNqKYssoCppDkmdpCAW/view?usp=drivesdk
https://drive.google.com/file/d/1M5-a3JWFMnPzkMfESCo-wofRnavbLRqU/view?usp=drivesdk
https://drive.google.com/file/d/15QJmkm-UEUvjkBAsg5NqgRnOBylsz9Oq/view?usp=drivesdk
https://drive.google.com/file/d/1k3iwZXwScCRahQK-LVPicMiYWJxOtM9t/view?usp=drivesdk
https://drive.google.com/file/d/1uO8hjU4gDAPJJy41fY1ljL7rjBiG1SSz/view?usp=drivesdk
https://drive.google.com/file/d/1PTmOpDM6_2816JlxFBrphC8uPUxD4x8k/view?usp=drivesdk
https://drive.google.com/file/d/11oCyRRfGB-gNqWKn27ZBJlxT4bRrmkf5/view?usp=drivesdk
https://drive.google.com/file/d/1fAUyGJI_ONeC7V0P99H5uKsV3vwYd3lh/view?usp=drivesdk
https://drive.google.com/file/d/1ic1-k4drlS7SFdt78_MH5IASSrzpi0o_/view?usp=drivesdk
https://drive.google.com/file/d/1x-nRsz4DEXg8ROE79RrSY5-igmtbfbj4/view?usp=drivesdk
https://drive.google.com/file/d/1wXF0NQ8ePGWxe0pc9hIXBWPRiBirAk6G/view?usp=drivesdk
https://drive.google.com/file/d/1f0wyjrg1ae9e7mbjpinc4V1BOyLCKNvs/view?usp=drivesdk
https://drive.google.com/file/d/1aSXpW9h2UCEDNjnf-QVp9qBPoIPInTGj/view?usp=drivesdk
https://drive.google.com/file/d/1sIoOD8LEz8zydtq3Ri1PH2rsQJXRID3G/view?usp=drivesdk
https://drive.google.com/file/d/1DgOVc359h8WBEpDgKUMUHNUmUqfpjj0l/view?usp=drivesdk
https://drive.google.com/file/d/10vzJNeG97Guz4zAym1tYfNxlwf8lOuZu/view?usp=drivesdk
https://drive.google.com/file/d/1cBBQAet3SmCaMM8ozYWwv75cFAcw_jEC/view?usp=drivesdk
https://drive.google.com/file/d/1iawTWzOAB9NTgTafUaHImL3_WtXjLip7/view?usp=drivesdk
https://drive.google.com/file/d/1bxN7RAvrqaLtmJDjnmBEZhaKocFuTS3w/view?usp=drivesdk
https://drive.google.com/file/d/1u3eCTL03aDEQoCk2jB7V0d5P2R9vWMc2/view?usp=drivesdk
https://drive.google.com/file/d/1K2Yrlell94CNdB-zoTwiwvjRVXF1k7Kl/view?usp=drivesdk
https://drive.google.com/file/d/1tHl3aMAge98CLUcByX6al-XFjEfVKewx/view?usp=drivesdk
https://drive.google.com/file/d/1Urv9PPVrIJUOhy9DyFTNNqknNC7X6t93/view?usp=drivesdk
https://drive.google.com/file/d/1g1rtRG67N9nqiH2r9DrHGoSEd4AkL2a_/view?usp=drivesdk
https://drive.google.com/file/d/1JeOzsXR35R2Tu_93jTkzflMEE_Xkrw_c/view?usp=drivesdk
https://drive.google.com/file/d/13pOVTYpoi2XRzt92LQY9vaxOn1QQ1cZY/view?usp=drivesdk
https://drive.google.com/file/d/1Ii6o8dBwVvm9fpFEpa4UPl9gfzi1Fu0T/view?usp=drivesdk
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Clinical Area Disease Area Condition Gene Inheritance Mechanism Clinician ACT Sheet Family ACT Sheet 

 

Endocrine disorders 

 

Gonadal dysgenesis disorders 

 

SRY-related variations of sex characteristics 

 

SRY 

 

YL 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Adrenal disorders 

 

STAR-related lipoid adrenal hyperplasia 

 

STAR 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Mendelian susceptibility to mycobacterial 

disease (MSMD) 

 

STAT1-related immunodeficiency 

 

STAT1 

 

AD 

 

Dominant negative 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Predisposition to mucocutaneous candidiasis 

 

STAT1-related immunodeficiency 

 

STAT1 

 

AD 

 

Increased function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Predisposition to severe viral infection 

 

STAT1-related immunodeficiency 

 

STAT1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Predisposition to severe viral infection 

 

STAT2-related immunodeficiency 

 

STAT2 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Regulatory T cell defects 

 

STAT3-related autoimmune disease 

 

STAT3 

 

AD 

 

Increased function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Syndromes with elevated IgE (HIES) 

 

STAT3-related Hyper-IgE syndrome 

 

STAT3 

 

AD 

 

Dominant negative 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Other defects 
STAT5B-related growth and immune 

dysregulation 

 

STAT5B 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Syndromes with elevated IgE (HIES) 

 

STAT6-related allergic disorder 

 

STAT6 

 

AD 

 

New function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Calcium channel defects 

 

STIM1-related immunodeficiency 

 

STIM1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Type 1 interferonopathies 

 

STING1-related vasculopathy 

 

STING1 

 

AD 

 

New function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Type 1 interferonopathies 

 

STING1-related vasculopathy 

 

STING1 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Combined immunodeficiency (CID), generally 

less profound than SCID 

 

STK4-related immune dysregulation 

 

STK4 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Familial hemophagocytic lymphohistiocytosis 
STX11-related hemophagocytic 

lymphohistiocytosis 

 

STX11 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/13a8WO9kvcD0o2_kwbkXcHfF6le2-KZyr/view?usp=drivesdk
https://drive.google.com/file/d/1cR7pAxd1sisPDVXkWSN19RJQ2-0wan5N/view?usp=drivesdk
https://drive.google.com/file/d/1KIMawNrzWD-FwO6MeohrH47EB7NmJLYL/view?usp=drivesdk
https://drive.google.com/file/d/1X01ljZYCBmTcXESIpMHojAu2eEkrsn8k/view?usp=drivesdk
https://drive.google.com/file/d/1nbDaX9yDarHLbbNRE8lizhLIPs8pCVXS/view?usp=drivesdk
https://drive.google.com/file/d/1__I2BiJ7TbL1LOP_WlbuiTYtk9GZZ4a0/view?usp=drivesdk
https://drive.google.com/file/d/1bKag57uxFUrAuuZI1A7sEnFYhy591yGk/view?usp=drivesdk
https://drive.google.com/file/d/1l404mLutYX8O4TCViJ2XC8VL2IWSDJzB/view?usp=drivesdk
https://drive.google.com/file/d/1sfZ6cL9sIijDmLZmkwzpLwqZiBI4siPt/view?usp=drivesdk
https://drive.google.com/file/d/1Ol7np4nvALKwtWDlJaY2SDUC7lCxT35M/view?usp=drivesdk
https://drive.google.com/file/d/1q39YO0ix_0pcgtSXohY1CZMAXbB4W9yz/view?usp=drivesdk
https://drive.google.com/file/d/1k9S9jAxyWLh210OqdXEq8KavKxGONZgx/view?usp=drivesdk
https://drive.google.com/file/d/11kFS3_CXRt2W85Rf9fYGgWzeBSWxS1Yf/view?usp=drivesdk
https://drive.google.com/file/d/1CCR60Em4ZhE9U_o_IaHg4IwxPdbx0JJc/view?usp=drivesdk
https://drive.google.com/file/d/1HrGTLNQebzS5lqoeXpDgHw5Y2ZfXtjVx/view?usp=drivesdk
https://drive.google.com/file/d/14r9lUdKumVtRgWZK0MoTCGq0SSO3FM-z/view?usp=drivesdk
https://drive.google.com/file/d/1ounUWZy_Mo4Ez8OEddngklZEN_4TkCzj/view?usp=drivesdk
https://drive.google.com/file/d/15voL0Hxrc8HMNxn4CYwtLl2mBFBYWws2/view?usp=drivesdk
https://drive.google.com/file/d/1T1L8Wi_9VoaWfaIUrjP3xKdf-ZBgcH17/view?usp=drivesdk
https://drive.google.com/file/d/1jM0TWO6Oq30ccaC0oTOJze5UOQ4TX8q_/view?usp=drivesdk
https://drive.google.com/file/d/1oPjnm3ZUNgkm0PARFfAI4c81hulXX8BR/view?usp=drivesdk
https://drive.google.com/file/d/1-EcXU3O4NyZCeVdOS6Otnw2wiJ48wuXf/view?usp=drivesdk
https://drive.google.com/file/d/1r7NWEmZkVZDy7fAauJgdNyiKjSxOs-HK/view?usp=drivesdk
https://drive.google.com/file/d/1FnQ1VcGmBEshh5x2Xhq8qAYHd19pYsL9/view?usp=drivesdk
https://drive.google.com/file/d/1F7X6qpOpY5VluokviJIfu2-2kIYcDAfs/view?usp=drivesdk
https://drive.google.com/file/d/17Tz1psXGmAW4zVr8uM_kskZxhH0m10D5/view?usp=drivesdk
https://drive.google.com/file/d/1zNrtM5TawwARkPQ8XOG87Ib3Ty7dY__O/view?usp=drivesdk
https://drive.google.com/file/d/1zdK2iUbDbNEWZdeadr82DR8s30pG4B9b/view?usp=drivesdk
https://drive.google.com/file/d/1dRXQ6G59db3wApBCya1yBgRgij-veN_H/view?usp=drivesdk
https://drive.google.com/file/d/1iQsVtfImcYKBv8puomRjz1ypSqZKwkwZ/view?usp=drivesdk
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Neurologic 

disorders 

 

Epilepsies 

 

STXBP1-related neurodevelopmental disorder 

 

STXBP1 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Familial hemophagocytic lymphohistiocytosis 
STXBP2-related hemophagocytic 

lymphohistiocytosis 

 

STXBP2 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hereditary cancer 

predisposition 

syndromes 

Childhood solid tumor predisposition 

syndromes 

SUFU-related nevoid basal cell carcinoma 

syndrome 

 

SUFU 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Neurologic 

disorders 

 

Congenital myasthenic syndromes 

 

SYT2-related myasthenia 

 

SYT2 

 

AD 

 

Dominant negative 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Congenital neutropenias 

 

TAFAZZIN-related Barth syndrome 

 

TAFAZZIN 

 

XL 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Combined immunodeficiency (CID), generally 

less profound than SCID 

TAP1-related major histocompatibility complex 

class I deficiency 

 

TAP1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Combined immunodeficiency (CID), generally 

less profound than SCID 

TAP2-related major histocompatibility complex 

class I deficiency 

 

TAP2 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

Disorders of phenylalanine and tyrosine 

metabolism 

 

TAT-related tyrosinemia 

 

TAT 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Pituitary hormone disorders 

 

TBC1D32-related ciliopathy 

 

TBC1D32 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Parathyroid disorders 
TBCE-related neurodevelopmental disorder 

with multiple anomalies 

 

TBCE 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Non-inflammasome related conditions 

 

TBK1-related autoinflammatory disorder 

 

TBK1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Thyroid disorders 

 

TBL1X-related hypothyroidism 

 

TBL1X 

 

XL 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Thymic defects with additional congenital 

anomalies 

 

TBX1-related DiGeorge syndrome 

 

TBX1 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Adrenal disorders 
TBX19-related adrenocorticotropic hormone 

deficiency 

 

TBX19 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Other inborn errors of immunity related to non-

hematopoietic tissues 

 

TCIRG1-related osteopetrosis 

 

TCIRG1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/1_ZStAfFxaDBhlwSS5nBHyis07ZO2AiK4/view?usp=drivesdk
https://drive.google.com/file/d/13PeA1DxP1tkZYL8WCCgUFsUZFdwp1FIP/view?usp=drivesdk
https://drive.google.com/file/d/1_BTWQzKdMqu_L35TnVKELdQBRCZPuIcT/view?usp=drivesdk
https://drive.google.com/file/d/1WSd12IVoRq_uda9e9D0F3CMb_XiAqBCp/view?usp=drivesdk
https://drive.google.com/file/d/1zvIDPgPfTZ828uVvpfk6-z1gYbX-jZ5F/view?usp=drivesdk
https://drive.google.com/file/d/1pH3R3Dfnw3uqKepDTgpba59_uEs4pGkz/view?usp=drivesdk
https://drive.google.com/file/d/1sL5-Y4G-AzULTFENKzZ5lt_nyOIQM1wj/view?usp=drivesdk
https://drive.google.com/file/d/1TezCrifv16Ng2du6STt5HwN-qxtu1b_2/view?usp=drivesdk
https://drive.google.com/file/d/1B1SCDD8VqGdRDThc5sFnUFRsgj4FcFz-/view?usp=drivesdk
https://drive.google.com/file/d/1RfJtZC2NieopiycDovZ59rzcB7FiazQR/view?usp=drivesdk
https://drive.google.com/file/d/1VDqfDWt5JfijdVEFHdD6_K6APaNi5czZ/view?usp=drivesdk
https://drive.google.com/file/d/1-ftrQs6OiJ9SJ5wvp1X8zNj9iUasYVYY/view?usp=drivesdk
https://drive.google.com/file/d/1O-YwXwIPd8bzxAFOTYydukMb6CpaGAi6/view?usp=drivesdk
https://drive.google.com/file/d/1Z6bzhaisah5BAK-vSBol1jXbY4prE369/view?usp=drivesdk
https://drive.google.com/file/d/1DdJwh8LMYWmy9L1Ka_XunpGzRzctmQIp/view?usp=drivesdk
https://drive.google.com/file/d/1cFIlkNcTP2lxWHkL3iBPwNTMytnwyidO/view?usp=drivesdk
https://drive.google.com/file/d/1IZcG_CuAasNZnyjB8bdwc5jmVqFC-uV5/view?usp=drivesdk
https://drive.google.com/file/d/1Kbkm3zKmZqOJGbjVJeu2Zi3EYtrbIsbL/view?usp=drivesdk
https://drive.google.com/file/d/14GYxVo_SRNco5m7lpCwdBMYE_nexo8Ac/view?usp=drivesdk
https://drive.google.com/file/d/1P2HLo70qoTpwItYgosqm9nb0pePse3V1/view?usp=drivesdk
https://drive.google.com/file/d/1HUxxza7w4REytiQzengerjB7kyGR7X8C/view?usp=drivesdk
https://drive.google.com/file/d/1Ry_Et5p6_7TXLYt7fjb4P-BoGvooctny/view?usp=drivesdk
https://drive.google.com/file/d/1X4-zZg0XA9zXHgaep7kowvfKeCvBGPQl/view?usp=drivesdk
https://drive.google.com/file/d/1ssTFGQzwNdXxds96kzPoYoI0or5c0hFb/view?usp=drivesdk
https://drive.google.com/file/d/1DSGi2pjgVQMRGFdyh-weT2v2gwjPH-Bs/view?usp=drivesdk
https://drive.google.com/file/d/13VNrMb8ng98pn6JH8H1rDBVCCRGDYzSC/view?usp=drivesdk
https://drive.google.com/file/d/1D7Bu_Bfy2ct4E03tHPcn_7XXlSzGG4IG/view?usp=drivesdk
https://drive.google.com/file/d/1nlkCr-q2G75aD_ju2n3SZky0XFx5TlEJ/view?usp=drivesdk
https://drive.google.com/file/d/1U8TE_ut2RuX5kOmnTE_a1RSqPYyQxJXI/view?usp=drivesdk
https://drive.google.com/file/d/1U34wd5Y0CPlDG_NunquxagpuicVeq58Z/view?usp=drivesdk
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Clinical Area Disease Area Condition Gene Inheritance Mechanism Clinician ACT Sheet Family ACT Sheet 

Inborn errors of 

immunity 

 

Defects of vitamin B12 and folate metabolism 

 

TCN2-related transcobalamin II deficiency 

 

TCN2 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Cardiac disorders 

 

Hereditary arrhythmia 
TECRL-related catecholaminergic polymorphic 

ventricular tachycardia 

 

TECRL 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Bone marrow failure syndromes 

 

TERT-related telomere biology disorder 

 

TERT 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hematologic 

disorders 

 

Hereditary anemias 

 

TF-related atransferrinemia 

 

TF 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Inborn errors of 

immunity 

 

Combined immunodeficiency (CID), generally 

less profound than SCID 

 

TFRC-related immunodeficiency 

 

TFRC 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Thyroid disorders 

 

TG-related hypothyroidism 

 

TG 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Pituitary hormone disorders 
TGIF1-related holoprosencephaly spectrum 

disorder 

 

TGIF1 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Neurologic 

disorders 

 

Movement disorders 

 

TH-related tyrosine hydroxylase deficiency 

 

TH 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Confirmed absent in IUIS reports 
THBD-related atypical hemolytic uremic 

syndrome 

 

THBD 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Hematologic bone marrow failure syndromes 
THPO-related amegakaryocytic 

thrombocytopenia 

 

THPO 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Thyroid disorders 

 

THRA-related hypothyroidism 

 

THRA 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Bone marrow failure syndromes 

 

TINF2-related telomere biology disorder 

 

TINF2 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

Disorders of mitochondrial nucleotide pool 

maintenance 

TK2-related mitochondrial DNA depletion 

syndrome 

 

TK2 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Autoimmunity with or without 

lymphoproliferation 

 

TLR7-related autoimmune disorder 

 

TLR7 

 

XL 

 

Increased function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of multiple glycosylation pathways 
TMEM165-related congenital disorder of 

glycosylation (CDG IIk) 

 

TMEM165 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/1HRoO4qNsA1jHWERbwTsHWOeckqLwixCv/view?usp=drivesdk
https://drive.google.com/file/d/1hNQWeEBga8gwv_GqsHpxoCuB2j5cKwkI/view?usp=drivesdk
https://drive.google.com/file/d/1qTFf0QvDJIj5SBHclyz2bNLUhWL5zyp0/view?usp=drivesdk
https://drive.google.com/file/d/17gOMvFF0qpehY529Q1ZZYSP_hiBy8sg0/view?usp=drivesdk
https://drive.google.com/file/d/1ajCJtGn9j-9I_DKWxZSrLRWdf-OXkZhp/view?usp=drivesdk
https://drive.google.com/file/d/1XnNonxwmdhOPymdUQ8FMsUmzkEHO1LOz/view?usp=drivesdk
https://drive.google.com/file/d/1rGxH0OIgKDqlZan9EKFjxLjte9VhcLwQ/view?usp=drivesdk
https://drive.google.com/file/d/1gtQJmCOhMv7d4aO3KiOPlNXjtifdWhZy/view?usp=drivesdk
https://drive.google.com/file/d/1lTrTZw8vv4X1F_ESlJ5SCJmGrHWL3RKb/view?usp=drivesdk
https://drive.google.com/file/d/13Otcwcy9N60-AdQDi2L0Mn9kYWwY0bRM/view?usp=drivesdk
https://drive.google.com/file/d/1sOfKE89oiobaq_UtSwDxxOOQpMvciAY2/view?usp=drivesdk
https://drive.google.com/file/d/1OgiILc5WvDqJ2pAHDSya0ZLHPUh91coh/view?usp=drivesdk
https://drive.google.com/file/d/1X6IFlcW_QwM047E7_fSCAlpw76AUPPLg/view?usp=drivesdk
https://drive.google.com/file/d/1mHWlTww8dWt1SM9rI4XhQdPn4M3wHRNe/view?usp=drivesdk
https://drive.google.com/file/d/15XYr4nG1dK6IwVtLT0CMV4538EeMXl6A/view?usp=drivesdk
https://drive.google.com/file/d/1zCfqDqb8sON5X254GVOOI8wV1VXNYWap/view?usp=drivesdk
https://drive.google.com/file/d/1Z7ZFROoAl7GvOqmQKjEg5FiHgtQx1WBC/view?usp=drivesdk
https://drive.google.com/file/d/1Smh_i34zvxcUeLHOuaSnjCw1oCsbI1JQ/view?usp=drivesdk
https://drive.google.com/file/d/1_PKpUObO_4qODoGmrlDNtjELd_AatDRt/view?usp=drivesdk
https://drive.google.com/file/d/1RgV6hyEMk-3bIV-BBLm19VbUZAWfYvtr/view?usp=drivesdk
https://drive.google.com/file/d/137cprV9oEhUhm13HWs7B8-FnRp5JIeQJ/view?usp=drivesdk
https://drive.google.com/file/d/1XCr4WlbPLnQdNo7aMaOa26FiXmxtzpos/view?usp=drivesdk
https://drive.google.com/file/d/1a0b19NirsYpoCf_XFczNGNI8qqPsgSQ5/view?usp=drivesdk
https://drive.google.com/file/d/1mQ21QbaQoJ_1MInZymKbYZHq8vT2Gvgr/view?usp=drivesdk
https://drive.google.com/file/d/1E9Qp9VdMEXwUoDRr65sQEbe99ykcFz5_/view?usp=drivesdk
https://drive.google.com/file/d/10pmeCh7Kunj4rTIbxUgsR-s_q2Ugfqxs/view?usp=drivesdk
https://drive.google.com/file/d/143isi-AWS43qFGx-SEocXpt1kVyWBEIE/view?usp=drivesdk
https://drive.google.com/file/d/1iQRkD4K8ubvEthopi8nc34B86ttEcV9h/view?usp=drivesdk
https://drive.google.com/file/d/1PD2zy-ayP-S3jBo325dzXD1ptc0o4AcT/view?usp=drivesdk
https://drive.google.com/file/d/1La1moR72G-3tO8BEbEfUMONCbUy0rFr_/view?usp=drivesdk
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Clinical Area Disease Area Condition Gene Inheritance Mechanism Clinician ACT Sheet Family ACT Sheet 

 

Endocrine disorders 

 

Bone disorders 

 

TMEM38B-related osteogenesis imperfecta 

 

TMEM38B 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

Disorders of complex V subunits and assembly 

factors 

TMEM70-related mitochondrial complex V 

deficiency 

 

TMEM70 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Non-inflammasome related conditions 

 

TNFAIP3-related autoinflammatory syndrome 

 

TNFAIP3 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Other inborn errors of immunity related to non-

hematopoietic tissues 

 

TNFRSF11A-related osteopetrosis 

 

TNFRSF11A 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Bone disorders 

 

TNFRSF11B-related hereditary 

hyperphosphatasia 

 

TNFRSF11B 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Non-inflammasome related conditions 

 

TNFRSF1A-related periodic fever syndrome 

 

TNFRSF1A 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Other inborn errors of immunity related to non-

hematopoietic tissues 

 

TNFSF11-related osteopetrosis 

 

TNFSF11 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Severe reduction in all serum Ig isotypes with 

profoundly decreased or absent B cells, 

agammaglobulinemia 

TOP2B-related immunodeficiency and multiple 

anomalies 

 

TOP2B 

 

AD 

 

Dominant negative 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hereditary cancer 

predisposition 

syndromes 

Childhood solid tumor predisposition 

syndromes 

 

TP53-related Li-Fraumeni syndrome 

 

TP53 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of thiamine metabolism 
TPK1-related thiamine pyrophosphokinase 

deficiency 

 

TPK1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Thyroid disorders 

 

TPO-related hypothyroidism 

 

TPO 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Neurologic 

disorders 

 

Lysosomal neurodegenerative disorder 

 

TPP1-related ceroid lipofuscinosis 

 

TPP1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Autoimmunity with or without 

lymphoproliferation 

 

TPP2-related immune dysregulation disorder 

 

TPP2 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Thyroid disorders 

 

TRHR-related hypothyroidism 

 

TRHR 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Cardiac disorders 

 

Congenital heart disease 

 

Down Syndrome 

 

Trisomy 21 

  

Aneuploidy 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/1pOlOtxUzqsdVftMh7qdIHQOFgGXQhBv9/view?usp=drivesdk
https://drive.google.com/file/d/1Vnd69HKjW0KpijEtxbLiqBnRI2mm2zlC/view?usp=drivesdk
https://drive.google.com/file/d/1Xm0uJXTBPRII7TPpf4mEqH2IUg4tjdS4/view?usp=drivesdk
https://drive.google.com/file/d/1hlo_pVB7UZ4Tu9pI82tScfrcR70OEmAp/view?usp=drivesdk
https://drive.google.com/file/d/1n6V2rwvyLgGASTULuab4ED3s5t-HSlVt/view?usp=drivesdk
https://drive.google.com/file/d/1wpErhmSU-F9K-_E5MccL6_SqjpPhcgMH/view?usp=drivesdk
https://drive.google.com/file/d/1_ijzQ1MkXwzlD2J8iyYY30J3XLsLwisp/view?usp=drivesdk
https://drive.google.com/file/d/1o1nGLLXDIU-3Zn9eDSzazP9GWyAFrQx-/view?usp=drivesdk
https://drive.google.com/file/d/1nWDcZy0dLtpwnecZtOV6VQ2SJBUjIZGQ/view?usp=drivesdk
https://drive.google.com/file/d/1ZspXIpG8L9y-PkvZ27HMu4O2nH7GcpMD/view?usp=drivesdk
https://drive.google.com/file/d/1t7b_QFLjKr0wwcWKGjbg6F49UYEI7Vf1/view?usp=drivesdk
https://drive.google.com/file/d/1Ix7BN1j6QSW9Ibcr2pcF3UhV-kj-3Hsk/view?usp=drivesdk
https://drive.google.com/file/d/1e1r63Be2Ra7nS_1oTg1V_iAwql8TkiHr/view?usp=drivesdk
https://drive.google.com/file/d/11X88bMjrMN5EA_-NJsQIw9oU3GOIfFsA/view?usp=drivesdk
https://drive.google.com/file/d/1MyyLKp--OEUUHN0X5vlk8Apu5yLB45mN/view?usp=drivesdk
https://drive.google.com/file/d/1xmgzrkjCfJ2eRXf8MiLzS9t4vPJVKzOi/view?usp=drivesdk
https://drive.google.com/file/d/1h7j1tFvWrMeOoCHgEUvJUbdOlnruLQna/view?usp=drivesdk
https://drive.google.com/file/d/1oFS2uMz2wpQJEyfdw_xoyc9T0vYHzBUF/view?usp=drivesdk
https://drive.google.com/file/d/1b87dMdCQikhdOQk11F3Anln84WKYbUEn/view?usp=drivesdk
https://drive.google.com/file/d/134chqJFEB1gMD74F5MFl3bINUKB3BsaV/view?usp=drivesdk
https://drive.google.com/file/d/1a7dGxiviTNHZNiEEAfSf1TWeNMCTA_qf/view?usp=drivesdk
https://drive.google.com/file/d/1sh1rGN5pGaosVBAIp3lofdGsoVQvGQZG/view?usp=drivesdk
https://drive.google.com/file/d/1v_8GPE8sKqQglE79uxilYST-TzYjGSNb/view?usp=drivesdk
https://drive.google.com/file/d/1SurK8bBqkBYovnMttqkxN8xqNMpoL00M/view?usp=drivesdk
https://drive.google.com/file/d/1ciBATRWon9esdmlxGYB_08XwBYwp8Cew/view?usp=drivesdk
https://drive.google.com/file/d/1viMIl-3qkQBDfzb7iey5WUMRg9bHMOT2/view?usp=drivesdk
https://drive.google.com/file/d/1fzhmFSP_Uo_t-9da_fF97WB58qzPrspt/view?usp=drivesdk
https://drive.google.com/file/d/1Ly1B8vIiARlfqJhqIoE6VZlKeHUx4yX-/view?usp=drivesdk
https://drive.google.com/file/d/19hPUllzNToEFx6sXnUGmiGWpLHIdq3yz/view?usp=drivesdk
https://drive.google.com/file/d/1_DyUXIZrIsxGOrH1lDiYnH0HbRbD_tyW/view?usp=drivesdk
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Clinical Area Disease Area Condition Gene Inheritance Mechanism Clinician ACT Sheet Family ACT Sheet 

Inherited metabolic 

disorders 

Disorders of mitochondrial transcript processing 

and modification 

 

TRMU-related infantile liver failure 

 

TRMU 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Severe reduction in at least 2 serum Ig isotypes 

with normal or low B cell numbers, CVID 

phenotype 

 

TRNT1-related mitochondrial disorder 

 

TRNT1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of manganese metabolism 

 

TRPM6-related hypomagnesemia 

 

TRPM6 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Neurologic 

disorders 

 

Epilepsies 

 

TSC1-related tuberous sclerosis complex 

 

TSC1 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Neurologic 

disorders 

 

Epilepsies 

 

TSC2-related tuberous sclerosis complex 

 

TSC2 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Thyroid disorders 

 

TSHB-related hypothyroidism 

 

TSHB 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Thyroid disorders 

 

TSHR-related hyperthyroidism 

 

TSHR 

 

AD 

 

New function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Neurologic 

disorders 

 

Movement disorders 

 

TTPA-related ataxia with vitamin E deficiency 

 

TTPA 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Mendelian susceptibility to mycobacterial 

disease (MSMD) 

 

TYK2-related immunodeficiency 

 

TYK2 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Gastrointestinal 

disorders 

 

Enzymatic defect of the liver 
UGT1A1-related hereditary unconjugated 

hyperbilirubinemia 

 

UGT1A1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

 

Disorders of pyrimidine metabolism 

 

UMPS-related orotic aciduria 

 

UMPS 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Familial hemophagocytic lymphohistiocytosis 
UNC13D-related hemophagocytic 

lymphohistiocytosis 

 

UNC13D 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Severe reduction in serum IgG and IgA with 

normal/elevated IgM and normal numbers of B 

cells, hyper IgM 

 

UNG-related immunodeficiency 

 

UNG 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inherited metabolic 

disorders 

Disorders of complex III subunits and assembly 

factors 

UQCRC2-related mitochondrial complex III 

deficiency 

 

UQCRC2 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hematologic 

disorders 

 

Erythropoietic porphyrias 

 

UROD-related hepatoerythropoietic porphyria 

 

UROD 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/1dFAmO0B8TRjScDI_xMHsAkEh0xp6MWs3/view?usp=drivesdk
https://drive.google.com/file/d/1ssgsopKA08fjFj3HgPL43eEeLAzAHviG/view?usp=drivesdk
https://drive.google.com/file/d/1_S9C3R9XeUa1z1m3adjyy2Dv6qCel_Uh/view?usp=drivesdk
https://drive.google.com/file/d/1GR6lvDsnbGh_s6xOlLxGiazUlyVuHSb-/view?usp=drivesdk
https://drive.google.com/file/d/1lTmgnnCc1DMYcLTO_YO5wyiwl83SxNMs/view?usp=drivesdk
https://drive.google.com/file/d/14brPo_QjI1bOAsUAMVPK75F-KkcCMWX4/view?usp=drivesdk
https://drive.google.com/file/d/1bvsSJtFLpSUYitJ6Nhna4vPF8LB3hNNn/view?usp=drivesdk
https://drive.google.com/file/d/1-sOId0XJRD18OPgQhquj7vhg8Vmhf0Te/view?usp=drivesdk
https://drive.google.com/file/d/1JCTl4PjaOgezDTogtyNLjQkE1DaPrxt8/view?usp=drivesdk
https://drive.google.com/file/d/1hmxQ5ZwoU0YYwYArWtwrjy_nPRZF_7la/view?usp=drivesdk
https://drive.google.com/file/d/1LCVNF73JZkPaq6EOfctGeYhBTWEV9K-z/view?usp=drivesdk
https://drive.google.com/file/d/1A2oUdWHykD6bIMDFU1iJpzk3dO7gMeYA/view?usp=drivesdk
https://drive.google.com/file/d/1YLxAaqJ5BhsMnDiup49k3_ehRBqmuEG6/view?usp=drivesdk
https://drive.google.com/file/d/1ZQJZj4_93fyLSYOAF3UEpKnB25f4TAfa/view?usp=drivesdk
https://drive.google.com/file/d/1fJGOzLXaAucrEUUl2KSjRYdj4ZgtnYtF/view?usp=drivesdk
https://drive.google.com/file/d/1Gtghc01PSA7nMa1M1T3l9-jweQCIH_5G/view?usp=drivesdk
https://drive.google.com/file/d/19ikKjZRUmO2ENtaQsnJg3gR2SbQmyzle/view?usp=drivesdk
https://drive.google.com/file/d/1V_-za83VhUo1WZJuk9Tv4dTo0xEgQU6u/view?usp=drivesdk
https://drive.google.com/file/d/1Y3iRgvh0hTU_OyJqJNbIgZaZ6nut3NUx/view?usp=drivesdk
https://drive.google.com/file/d/1D8lAzUPUencFFK0c_mGXjdIZPAABYpqX/view?usp=drivesdk
https://drive.google.com/file/d/1yXkV3TGT6TXhgt09e4bVpJ9VGWzr5PPZ/view?usp=drivesdk
https://drive.google.com/file/d/1t-rA27oFM88tzBjjDAZNnr9K3RbEQEDp/view?usp=drivesdk
https://drive.google.com/file/d/1mjy72yJPSBFAREh-J-AERvag7MmUjoen/view?usp=drivesdk
https://drive.google.com/file/d/1KwXHhcf0OUBs8Iq22hneNxqlzSAa1xJv/view?usp=drivesdk
https://drive.google.com/file/d/1zmGgx7ZYyh7Cntpce-S5Lkj_qSnee1bc/view?usp=drivesdk
https://drive.google.com/file/d/1g9ZA0UWL0FP2ZKvPYJ9XmzEkzEh3i5ZT/view?usp=drivesdk
https://drive.google.com/file/d/1SDi9WDeEDkUUZttzwQms8b95521S3D2c/view?usp=drivesdk
https://drive.google.com/file/d/14CxEmQbZjzyzKasWvzmd_8djNFos1BIr/view?usp=drivesdk
https://drive.google.com/file/d/1SQkMyoBX8B2rrOb0leXnI4kwquzoej3E/view?usp=drivesdk
https://drive.google.com/file/d/1aDHMaAgq36s12floVPxkAt9pfp2s681z/view?usp=drivesdk
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Clinical Area Disease Area Condition Gene Inheritance Mechanism Clinician ACT Sheet Family ACT Sheet 

Hematologic 

disorders 

 

Erythropoietic porphyrias 

 

UROS-related erythropoietic porphyria 

 

UROS 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Congenital neutropenias 

 

USB1-related poikiloderma with neutropenia 

 

USB1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hearing loss 

disorders 

 

Congenital hearing loss 

 

USH1C-related Usher spectrum disorder 

 

USH1C 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hearing loss 

disorders 

 

Congenital hearing loss 

 

USH1G-related Usher syndrome 

 

USH1G 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hearing loss 

disorders 

 

Congenital hearing loss 

 

USH2A-related Usher syndrome 

 

USH2A 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Type 1 interferonopathies 
USP18-related brain malformations spectrum 

disorder 

 

USP18 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Neurologic 

disorders 

 

Congenital myasthenic syndromes 

 

VAMP1-related myasthenia 

 

VAMP1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Rickets - vitamin D and phosphate disorders 

 

VDR-related vitamin D-resistant rickets 

 

VDR 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hereditary cancer 

predisposition 

syndromes 

Childhood solid tumor predisposition 

syndromes 

 

VHL-related von Hippel-Lindau syndrome 

 

VHL 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Congenital neutropenias 

 

VPS13B-related Cohen syndrome 

 

VPS13B 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Congenital neutropenias 

 

VPS45-related neutropenia 

 

VPS45 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Congenital neutropenias 

 

WAS-related neutropenia 

 

WAS 

 

XL 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Immunodeficiency with congenital 

thrombocytopenia 

 

WAS-related Wiskott-Aldrich syndrome 

 

WAS 

 

XL 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Defects of motility 

 

WDR1-related immunodeficiency 

 

WDR1 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Renal disorders 

 

Renal tubular acidosis 

 

WDR72-related amelogenesis imperfecta 

 

WDR72 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/1FDRpPeLCI20bfr1fvJwxLHHXm7S3voWB/view?usp=drivesdk
https://drive.google.com/file/d/1xWz7Yp3uL5kojxP1N2HXzAKiNxIqQ3d2/view?usp=drivesdk
https://drive.google.com/file/d/1oVa6KW3DLVqLazN_cyi0rzqzkv1-RYUJ/view?usp=drivesdk
https://drive.google.com/file/d/1LWt5V9PTRq9eGiQAZ7rFQZp4qBB6LNH4/view?usp=drivesdk
https://drive.google.com/file/d/1qijvTP1tGamabJ3cc1k0c_jjJgImo8vC/view?usp=drivesdk
https://drive.google.com/file/d/1PIswlJPIV0mDqNBsFn3_ld3irNRHE51d/view?usp=drivesdk
https://drive.google.com/file/d/1Xzc-p2vwFamyyYncl1T6o0zRLh5EBASb/view?usp=drivesdk
https://drive.google.com/file/d/1vgcP0SCadkUekaqJGq69-Q6wfpL0O8WH/view?usp=drivesdk
https://drive.google.com/file/d/1wcPmB-8gonG1V6XtXKjiUoDJPgRuQ18T/view?usp=drivesdk
https://drive.google.com/file/d/1LcmRNsFqzYktaTlThtMACV8jtvtWbKqy/view?usp=drivesdk
https://drive.google.com/file/d/16WWBPxMbCGIupbjTzb9sMhBdDyn-vqqh/view?usp=drivesdk
https://drive.google.com/file/d/1Frhoo8Ze45trKpDOL-lxtJ7HymgmTezm/view?usp=drivesdk
https://drive.google.com/file/d/19STvN4w3rKysJxkI3scGdnTXgqknPiUd/view?usp=drivesdk
https://drive.google.com/file/d/1dEU4ujgmsDo1jDi5SWtsvuxqzu8YXoP5/view?usp=drivesdk
https://drive.google.com/file/d/1QlIQVlJIAGDZF50iwX1bWvoFIkFlXyY-/view?usp=drivesdk
https://drive.google.com/file/d/13oDaiD9Lo2AyuEYyngESXoQKwHpo2_Z7/view?usp=drivesdk
https://drive.google.com/file/d/1WYgwTCdWo9FBUr9DzNSe_T7EmijSHYjw/view?usp=drivesdk
https://drive.google.com/file/d/1MWi7GeyJyCRxm1_2JxmPjUJJ-igFHSHj/view?usp=drivesdk
https://drive.google.com/file/d/1I__0Os1Lv8zz7lNvXO4Mvm0UDxVPz2IM/view?usp=drivesdk
https://drive.google.com/file/d/1BF3Ot5ZlAoBwXpq8SCa6ACmc44QZTjUH/view?usp=drivesdk
https://drive.google.com/file/d/1N_JhIxmyW1-I5K45r1SqhiBG2ZOy_192/view?usp=drivesdk
https://drive.google.com/file/d/1jbfKfWnj3uJp1jnMzflIlnaEnZPB3RCl/view?usp=drivesdk
https://drive.google.com/file/d/19u9HNSrnEeuziia_4VpTRXNmNPGGgH1G/view?usp=drivesdk
https://drive.google.com/file/d/1APiLvrLeA8YYlRYeRV2EOMybMVanSbDE/view?usp=drivesdk
https://drive.google.com/file/d/1IhTzzpr_nXWSOuodKygh7Ilg1Ese6rNX/view?usp=drivesdk
https://drive.google.com/file/d/1uATYAM2Lum8QMRxU4Tl7cHB92n-Fw5Sx/view?usp=drivesdk
https://drive.google.com/file/d/1qFm0jeX4DDErPoTh5GZ8ob2RwjfmLOTF/view?usp=drivesdk
https://drive.google.com/file/d/1AOTZ0PHGr8fdFXvm99jk9H_4oy75kbqS/view?usp=drivesdk
https://drive.google.com/file/d/1LPxZgj0Cl0-VZVA4h5S7G0KtawpaRvDy/view?usp=drivesdk
https://drive.google.com/file/d/1jaGJFKfl5AKU_7cECcaVAxpBdvDWa4zp/view?usp=drivesdk
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Clinical Area Disease Area Condition Gene Inheritance Mechanism Clinician ACT Sheet Family ACT Sheet 

Hearing loss 

disorders 

 

Congenital hearing loss 

 

WHRN-related Usher syndrome 

 

WHRN 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Immunodeficiency with congenital 

thrombocytopenia 

 

WIPF1-related Wiskott-Aldrich syndrome 

 

WIPF1 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Adrenal disorders 

 

WNK1-related pseudohypoaldosteronism 

 

WNK1 

 

AD 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 

 

Bone disorders 

 

WNT1-related osteogenesis imperfecta 

 

WNT1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Bone marrow failure syndromes 

 

WRAP53-related telomere biology disorder 

 

WRAP53 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Hereditary cancer 

predisposition 

syndromes 

Childhood solid tumor predisposition 

syndromes 

 

WT1-related Wilms tumor 

 

WT1 

 

AD 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Susceptibility to EBV and lymphoproliferative 

conditions 

 

XIAP-related immune dysregulation disorder 

 

XIAP 

 

XL 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Dermatologic 

disorders 

 

Xeroderma pigmentosum 

 

XPC-related xeroderma pigmentosum 

 

XPC 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

Combined immunodeficiency (CID), generally 

less profound than SCID 

 

ZAP70-related immunodeficiency 

 

ZAP70 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Other DNA repair defects 
ZBTB24-related immunodeficiency and 

multiple anomalies spectrum disorder 

 

ZBTB24 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

Endocrine disorders 
Congenital hyperinsulinism, neonatal diabetes 

mellitus, and pancreatic beta cell disorders 

ZFP57-related transient neonatal diabetes 

mellitus 

 

ZFP57 

 

AR 

 

Unknown 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Syndromes with elevated IgE (HIES) 

 

ZNF341-related immunodeficiency 

 

ZNF341 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

Inborn errors of 

immunity 

 

Predisposition to severe viral infection 
ZNFX1-related immunodeficiency with 

hematological anomalies 

 

ZNFX1 

 

AR 

 

Loss of function 

 

Clinician ACT Sheet 

 

Family ACT Sheet 

 

https://www.bridgesnbs.org/condition-list
https://drive.google.com/file/d/1sSaphaLcbC9PGs0xwUfCgpvlISuywc2r/view?usp=drivesdk
https://drive.google.com/file/d/18pFq2ccpLowuXB2Xg9_ZUa3RS-hNUj8w/view?usp=drivesdk
https://drive.google.com/file/d/1BqXnYGAkfbZKlVEoAVyRanrK4yxwRPAQ/view?usp=drivesdk
https://drive.google.com/file/d/1BA18MTQiC0iY7ZOGM55JKIMuzOQHPItU/view?usp=drivesdk
https://drive.google.com/file/d/1BPKekWL6t_Q4t0fa0rPpsUtzNH6FzZPz/view?usp=drivesdk
https://drive.google.com/file/d/1RLGyhcg6O1zMYdRvmIInpY-ry_8StyI6/view?usp=drivesdk
https://drive.google.com/file/d/16EdiZiA6U2m-lifwkgJNY61z23Kbnlr0/view?usp=drivesdk
https://drive.google.com/file/d/1DDS16K3FmcbiZW42V5BLt0BUkUAm4k35/view?usp=drivesdk
https://drive.google.com/file/d/1EEc6wVQzHccwYms58is1W160qLX-FujQ/view?usp=drivesdk
https://drive.google.com/file/d/1dsba3JdHJY6QZ_l8kPUAxMq9hOP-Jiiy/view?usp=drivesdk
https://drive.google.com/file/d/1XVQ8WmEac6np5IziS_0pVO0yAitJQrZ5/view?usp=drivesdk
https://drive.google.com/file/d/1_3j-8F4fvQ64V3K_1wWbQl9aClUHc8hD/view?usp=drivesdk
https://drive.google.com/file/d/1YsITCEepsFBacW1D-vmPwl0hcbqOQjmn/view?usp=drivesdk
https://drive.google.com/file/d/11P0UeLUUSdCVzotjOv6n0QJOkxDyuIQC/view?usp=drivesdk
https://drive.google.com/file/d/1Z7ExrKTwEKi8ijPGWC6Q37Q3MzYtF8_c/view?usp=drivesdk
https://drive.google.com/file/d/13btNg1TXvU8vPNHMgmw0DMK7JMO0s0Kl/view?usp=drivesdk
https://drive.google.com/file/d/1C6KV_qTy80KacKaH-EOcBcfk5Pb3ede1/view?usp=drivesdk
https://drive.google.com/file/d/1flbeKVrVWdQBO9uaaoeUCLi34VvREQuO/view?usp=drivesdk
https://drive.google.com/file/d/1Eefn_RQFzFBeEodFoKAtOJeMiEOBHG_d/view?usp=drivesdk
https://drive.google.com/file/d/11BR9CyPcVARp6PkrRVnF3D_-ZaPFOUIY/view?usp=drivesdk
https://drive.google.com/file/d/1hNsHhvPtD8DxdBl1BlCCK9tG9m2RCCmx/view?usp=drivesdk
https://drive.google.com/file/d/1MtRfVhbmIcyRqZnrlNG8-gwM2_Gs72tf/view?usp=drivesdk
https://drive.google.com/file/d/1mGIQTpa3TWaIS2VP3uW01GdKh7q6qSJ-/view?usp=drivesdk
https://drive.google.com/file/d/1eNaHXhrjlEOrRRxAXcl9DuRk5esQGCUz/view?usp=drivesdk
https://drive.google.com/file/d/1me5pbMtWfPoneXwU8Hf2q1j9w28SdIsh/view?usp=drivesdk
https://drive.google.com/file/d/1iuVQQCPNcUjOzL17U84TmwhBJ5o9TPXl/view?usp=drivesdk

